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HacJeJ0BaHMe y yenoBeka'

PAH - ¢pepMeHT peHmnasaHuHTHIPOKCHIIa3a

PCBD - ¢epment nrepun-4-anbda-kapOuHoIaMUHIETHApPATA3A

PTPS - ¢pepmeHT 6-tupyBOMITETparuApONTEPUHCUHTA3A

SR - depMmeHT cenuanTepuHpeIyKTa3a

['®A - runepdenunaraHuHEMUs

MIK - meauko-reHeTHYeCKas KOHCYIbTAIIH

MPT - MarHuTHO-pe30HAaHCHAsE TOMOTpadus

V3U - ynpTpa3ByKOBOE HCCIEIOBAaHUE

@A - pennnananuu

OAT - pepMmeHT PpeHHnTaTaHUHTUAPOKCHIIa3a

OKY - beHunkeTonypus

33T - anexTpo3nuedanorpadus

TepMuHbI 1 onpeaeneHus

"MatepuHckas ¢eHwIkeToHypus" - sMmOpuoderonarus, pas3BHBAlOIIascs y IUI0Ja B pe3yJbTare
BO3JICICTBUS MPOAYKTOB aHOMAaJbHOIO MeTaboju3Ma OepeMEHHOW MKEHIIWHBI ¢ (PEHUIKETOHYpHEeH Mpu
OTCYTCTBHH JTUETHYECKOTO JICUCHUSI.

HeonaTanpHbIil CKPUHUHT - MEIMIMHCKAS AUArHOCTUYECKass TEXHOJOTHUS CIJIOIUIHOTO 0e3BBIOOPOUHOTO
1ab0paTopHOTO O0OCTEIOBaHUS BCEX HOBOPOXKIECHHBIX HA HEKOTOphIe 3a0oJieBaHUS OOMEHa BEIIECTB,
Npu3BaHHasi 00ECIEeUNTh CBOEBPEMEHHOE BBHISIBICHWE W HAYaJlo JICUCHUS OOJIBHBIX JIETeH C IEJbIo
MPEeIOTBPALLEHUS UX WHBAIHIN3AIINH.

[IpenaranbHas AuarHocTuka (EHUWIKETOHYPUU - KOMIUJIEKCHAs JOpOJIOBasi JUArHOCTHKA C LEJIbIO

BBISIBJICHHUA (I)GHI/IJ'IKCTOHypI/II/I Ha CTaauu BHYTpI/IYTpO6HOFO pasBUTHA NMYTEM OHNPCACICHUSA AKTUBHOCTU
(I)CHI/IHaJIaHI/IHFI/I,Z[pOKCI/IJIaSBI B KYJIbTYpPC aMHUOIIUTOB, ouonTare u KYJbTYpPC XOpUOHA.

1. KpaTkas nHdopmauus

1.1 OnpepeneHune

I'unepdenunanannnemust (I'PA) - rpynmna ayToCOMHO-pELIECCUBHBIX 3a00sieBaHUl, 0OYCIIOBIEHHBIX
HapylleHHeM OOMeHa He3aMEHMMOH aMHMHOKHUCIOTHI (eHunanannHa (PA), mocTymaromeil B OpraHuszM
yenoBeka ¢ OenkoBoil mumiei. [ DA o0bennHACT HECKOJIIBKO T€HETHUECKH TeTePOTeHHBIX (OpPM HaApYLICHHUS
oOMeHa (eHMIalaHNHA, CXOTHBIX MO KIMHWYECKHM NpU3HaKaM: Kiaccuueckas QenmiketoHypus (DOKY),
oOycnoBieHHas nedunutoM (enunananuH-4ruapokcunassl (PAD) u runepdpenmnananuaemun (I'DA),
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CBSI3aHHBIE C HapylIeHHeM oOMeHa TeTparuapoouontepuna (BH4).
1.2 3Tnonorusa v natoreHes

denmkeToHypHs (B coBpeMeHHOH Kiaccudukanuu - GAIL 3aBucumas OKY) odycnosnena gedummurom
dbepmenTa GenmnanannHruaApokcmIasel (OAIY), MPUBOAAIIIMM K HAKOIUICHUIO B OMOJOTUYECKHUX JKUIIKOCTSIX
(ennnananuHa (runeppeHmIaJIaHUHEMHUN) U IPOAYKTOB €ro pacnaja. 3aboieBaHue BbI3BAaHO MyTalluel reHa

¢denmnananuHruapokcuiassl (PAH), mokanusyromierocss Ha JIIMHHOM IUIede XpoMocoMbl 12, yyactke 12922 -
q24.1.

Hapymenust oOMeHa TeTparuapoOuoNTepruHa - TeTeporeHHas rpymnna runepeHnIaIaHuiHEMIYeCKuX
COCTOSIHWH, BBI3BaHHAS JEQHUIUTOM OJHOTO M3 (DEPMEHTOB, YYACTBYIOIIMX B IIENMA OHMOXMMHUYECKHX
MpeBpaleHnit Terparuapoduontepuna. Jlepuuur wim HeAocTaTOYHAas aKTUBHOCTh (PEPMEHTOB SIBISIOTCS
pe3yJbTaTOM MyTalMil B COOTBETCTBYIOLINX I'CHAX.

B HOpMme B opraHm3mMe 4YelnoBeKa OCHOBHOE KOJMYECTBO (EHHIATAHWHA YTHIU3HPYETCS IyTeM
MpeBpallleHls] €ro B THPO3HMH, KOTOPBIH B CBOIO OUYEPElb CIYXKHUT CyOCTpaToM sl CHHTe3a OMOT€HHBIX
aMHHOB M MeJaHuHa. JIump HeOosbIIoe KOMMYeCTBO (heHWIIaTaHWHA HCIONB3YyeTCs Ui CHUHTE3a Oelka.
[MpeBpamenne  L-dennmnamanmHa B L-TUpPO3MH ~ OCYHIECTBIIIETCS € TIOMOIIBIO  (pepMeHTa
¢denmnananuHruapokcumnassl (PAI).

B ocHoBe maroreHesa rumnepdeHmNIaTaHUHEMHH JIEKUT OJOKHPOBAHHE T'MIPOKCHIMPOBAHMS
(deHUnaNaHNHAa U TPEeBpAIlEHUs] ero B THPO3MH. I[IpsMBIM cleicTBUEM HApyLIeHHs TI'MIPOKCUIMPOBAHUS
SBIISIIOTCSL HAKOIUIEHUE (peHUJIalaHMHA B KPOBM M MOY€ M CHMKEHHE 00pa30BaHUsS THPO3HMHA. Y HEJIECUYCHBIX
aun ¢ (peHMIIKeTOHypHel U ee BapuaHTaMM, 0OyCIOBIECHHBIMH HEJOCTATOYHOCTHIO TETPArHApOOHONTEPHHA,
KOHLEHTpaluss (QeHWIaJaHWHa B IUIa3M€ JOCTHUTaeT YpPOBHSA, JOCTaTOYHO BBICOKOTO JUIsl aKTHUBALUU
aNbTepHATUBHBIX IMyTeW MmeTaboin3Ma ¢ oOpa3oBaHHMeM (QeHWInupyBara, (peHunanerara, QpeHWUIaKTaTa U
JPYTUX MPOU3BOAHBIX, OKA3bIBAIOIIUX TOKCHUYECKUH >PPeKT Ha pasziauuHble opranbl ¥ TkaHu (IIpunoxenue
I'1l, puc. 1). B Haubonb1ieil creneHu cTpagaroT CTPYKTYPhI HEHTPATIbHOW HEPBHON CUCTEMBI.

BripaxkeHHOE MOBpEXIEHHE MO3ra MOXET OBITh CBSI3aHO € psiioM 3((eKkToB M30bITKA (heHHTATaHUHA:
JHIICHUEM MO3Ta JPYTUX aMHUHOKHCIOT, HEOOXOIMMBIX JJIsl CHHTEe3a Oenka, 4To OOBSACHSAETCS, BEPOSATHO,
TOPMOXXCHHEM HX BCACBIBAHUS B IKENyJIOYHO-KWIIEYHOM TpaKTe WJIM HapylleHHeM peabcopOuuu u3
MOYEYHBIX KaHAJbBIIEB B YCIOBHUSIX M30BITOYHOTO coAepxkaHMs (eHMIaJaHUHA B )KUJIKHUX CpeJax OpraHu3ma,
HapylIeHHMeM o00pa30oBaHUs WIM CTAOMIM3alMM IOJUPUOOCOM, CHM)KEHHEM CHHTE3a MHUEJIMHAa |
HEJOCTAaTOYHBIM CHHTE30M HOPAJIpEHAIMHA U CEPOTOHMHA, MMEIOIIMX MCKIIOUUTEIBHO BAXKHYKO pOJb B
CO3pEeBaHMM U PYHKLIMOHUPOBAHUH LIEHTPAIBHOM HEPBHOM CUCTEMBI.

deHnnagaHuH MPEACTABISAET COOON KOHKYPEHTHBIM HHIHOUTOP THPO3MHA3HI - KIIOYEBOro (epMEeHTa Ha
IIyTH CHHTE3a MCJIaHWHA. BJ'IOK&I[a 9TOro NyTu HapAAay € YMCHBIICHHMEM AOOCTYIMHOCTH NPCAIICCTBECHHHKA
MeJaHuHA (THPO3UHa) 00YCIOBIMBAET HEIOCTATOUHYIO TUTMEHTAIUIO BOJIOC U KOXKH.

AxtuBHOCTE DAL’ 3aBUCHUT OT Tpex ocHOBHBIX Ko(dakTopoB: ®AI'C, terparmapoomontepuna (BH4),
MOJIEKYJISIpHOTO Kuciopona. Hanbomblee 3HaueHHe U3 HUX MUMeEeT TeTparuapoouontepu. OyHKIUS 3TOTO
Ko(akTopa 3aKI0YaeTcs B TOCTaBKE KHCIOPOaa K akTUBHOMY LeHTpY PAI’, B KOTOpOM MPOUCXOAUT PeaKius
TUAPOKCHIIMPOBaHus (peHunananvHa. MHBIMU ClIOBaMHU, TETParuIpoOOHONTEPHH CIYKUT BOCCTAHOBUTEIIEM
JUIsL MOJIEKYJIIPHOTO KHCIIOpOJA B IpoIlleccax BCTpauBaHUs €ro B psija cyOcTpaToB ((peHWIanaHuH, TUPO3UH,
TpunTodan). buonrepruH-3aBUCUMBIMH MOHOOKCUTEHA3aMH TAKXKE SBISIIOTCS TUPO3UHOBASI M TPUNITO(hAHOBAS
rugpokcuiasbl. Peakiuu, B KOTOPBIX OMONTEPUH UIrpaeT posib Ko(hakTopa, MPEACTaBICHbl HA PUCYHKE 2
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(ITpunoxenue I'1). B mpornecce 3Tux peakiuii KoGakTop NepexoauT B TUTHAPOGOPMY - TUTHIPOOUONITEPHH.
1.3 Annpemuonorus

Yacrora ®KVY 3HauuTeNbHO BapbUpyeT B 3aBUCUMOCTH OT MOMYJSIIMM U cocTaBiseT oT 1:4370 B
Typuun no 1:80500 B SAmonumn. HawmOonpmryio pacnpoCcTpaHEHHOCTh 3a00J€BaHUE TMOIYYWIIO Y JIUIT
€BPOIEOUIHOM pachl, OJHAKO, U y HHUX €ro 4acTOTa CYLIECTBEHHO BAapbUPYET B PA3JIMYHBIX PETHOHAX U
THUYECKHX Tpymnnax. [1o qaHHBIM eBponeiicKMX EHTPOB HEOHATAIbHOTO CKPUHMHTA, YacTOTa 3a00JI€BaHus B
BOCTOYHO-EBPOIEHCKOM MOITyJIALMN BBIIIE, YEM B MOMYJISALUAX 3amajga u roro-zanaga Eepomnsl. Tak, yactora
OKYVY B Upnanguu cocrasisier 1:4500 noBopoxnaennbix, B FOrocnasuu 1:7 300, Torna xak B WUtamum 1:12
280, I'peruu 1:18 640. B CxanaunaBckux nomyisanusax yactrora @KV uCKIIOUMTENbHO HU3KA, OCOOEHHO B
Ounnaaauu (1:71 000) n HIBenuu (1:43 230). B Poccun mo njaHHBIM HEOHATaJIbHOIO CKPUHMHIA YacTOTa
(dhennnkeronypun cocrapiser 1:7 000 u kosebaeTcs mo peruonam ot 1:4 735 B Kypckoit o6iactu 1o 1:18 000
B PecnyOnuke TwiBa. B Cankr-IlerepOypre yacrora ®KVY 1:7 600 HOBOpoXkaeHHbIX, B MockBe 1:6 772.
Haubonee yacto Bcrpeuaetcs kinaccuueckas popma OKV, Ha 107110 NTEpUH-3aBUCUMBIX (hopM mpuxoaures 1
- 3% cnyvaes runepdenunananuaemuit [4, 5, 10, 11, 19].

®enunketoHypus, odyciosieHHas aedurutom dpepmenta PAH, BcTpeuaetrcs B OONBIIMHCTBE CITydaeB
runepeHUIaTaHMHEMIH, BBISIBJICHHBIX B X0/1¢ HEOHATAIBHOTO CKprHHUHTA (97 - 98%).

'mnepdennnanannHemMuy, CBsI3aHHbIE C HapylIeHMEM OOMEHa TeTparuapoouonTepuHa (paHee
Ha3piBaeMble "atunuuHas PKVY") cocraBmsior okono 2 - 3% Bcex ciywaeB ['PA. Dtu cocTosHUA
00ycJIOBIeHbl JAe(DUIIUTOM pPA3TUYHBIX (EPMEHTOB, YYacTBYIOUIMX B CHHTE3€ MJIM BOCCTAaHOBJICHUHU
teTparuapoduontepuna (BH4).

1.4 KoanposaHue no MKb-10

E70.0 Knaccuueckas peHMIKETOHYPHS

E70.1 Apyrue Buas! runepdeHunasaHiHEMUH

1.5 Knaccudmkauusa

Knaccudukamus kimaccndeckoi (DEHWIKETOHYpHUM OCHOBaHA Ha CTENEHH TOBBIMICHHUS KOHIIEHTPAIHH
(eHmnanaHuHa B KpOBH, OIpeNIeJeHHON a0 JiedyeHHs (Ha cKkpuHuHre) (Tadn. 1). [lo mosiBiaeHHs] JaHHBIX
MOJIEKYJISIpPHO-TeHeTHUecKuX uccienoBanuii I'DA  cuuTanoch, uYTO TSHKECTh 3a00JIeBaHMSI U CTENEHb
NOpaXCHUsI HMHTEJUIEKTAa 3aBUCAT TOJIBKO OT ypoBHA PA B KpOBH, YTO TECHO CBA3aHO CO CTENEHBIO

AKTUBHOCTHU (bepMeHTa.

Tabnuua 1. PaGouyas knaccucpmkauma PKY, obycnoBneHHoum pecduuutom DAl B
3aBUCUMOCTM OT YPOBHA peHnnanaHnHa KpoBu Ao ne4veHus [14]

®opma 3aboaeBaHus VYpoBeHb (heHmIIanaHuHa B CBIBOPOTKE
KpOBH <*>

MKMOJIb/J Mr/ i
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Jlerkas runeppenmnanannaemus (I'OA,
He DKY) 120 - 600 2-10
YmMmepennas (msrkas, cpegusisi) OKY 600 - 1200 10 -20
Knaccuueckas (tsoxenas) @KY 1200 20

<*> Koad¢unueHT nepecuera MKMOJIb/J B MI/ U1 paBeH 60.

Ha ocHOBe pe3yibTaToB MOJEKYJSIPHO-TEHETHUECKUX HCCICIOBAHUN  CO3/aHa

COBpEMCHHAs

KJacCu(UKaNuWs, TPEJCTaBIICHHAs B MEIUIMHCKON 0Oaze mamHbix OMIM, KoTopass XOpOIIO OTpakaeT

stuonartorene3 ' @A u O®KVY (tabnuia 2).

Ta6bnuua 2. 3TnonaroreHeTnyeckasa knaccucdpukauma OKY u NdA [14]

sk=y76190497¢476f1117ab6f8babc41e83e&ur
1=http%3 A%2F%2Fomim.org%2Fentry%2F2

Kon OMIM Haszeanue naronoruun
261600 AT 3aBucuMas PEHUIKETOHYPHS
(OKY, OAT nedunur)
261640  (https://docviewer.yandex.ru/r.xml? | ['unepdennnananuaeMus (http

sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For BH4-aedunur,

61640) A (Denunkeronypus III Ttuma) (http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For

233910 ['unepdennnanannHeMust (http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For  BH4-nedumur
(http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For B
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For

261630 ['unepdennnanannHeMust (http

sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For  BH4-nedumur

(http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For C
(dennnkeToHYpHUS II THUIIA (http

sk=y76190497c476f1117ab6t8babc41e83e
&url=http%3A%2F%2For
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264070 ['unepdennnanannnemMust (http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For  BH4-pedumut
(http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For D

182125 'unepdennnanaHnHEMHUS (http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For  BH4-pedumur
(http
sk=y76190497c476f1117ab6f8babc41e83e
&url=http%3A%2F%2For

B nacrosimee Bpems m3BecTHO Heckoibko popm BH4 nepummtabpix ['DA:

- BH4-nedpunurnas I'®A (Tun A) o0ycIioBJIeHa HEJOCTATOYHOCTHIO
6-nupyBomnTerparuapontepuHcuHTasbl (PTPS), ydacTByromiei B mporiecce CHHTE3a TeTparuapoOHonTepruHa
u3 nuruaponeontepu tpudocdara. 3adoneBanre BpI3BAHO MyTaluel cTpykTypHoro reda PTS nuro3onbHoi
6-MMPYBOMIITETPArUAPONTEPUH CUHTA3bI, UTO IPUBOJUT K €€ HEJJOCTATOYHOCTHU B MEUEHHU U IpUTpouuTax. I'en
PTS pacrnonosxeH Ha JJIMHHOM IjIe4e XpoMocoMbl 11 B paitone q22.3 - 23.3;

- BH4-nedunurnas I'®A (Tun B) BCJICJICTBUE HEJIOCTaTOYHOCTH
ryaHo3uH-TpudochaT-muKiIoruapoaasbl I
(https://docviewer.yandex.ru/r.xml?sk=y76190497c476f1117ab6f8babc4 1e83e&url=http%3 A%2F%2Fomim.
org%?2Fentry%2F261640) (GTPCH I), koaupytomiuii reH pacnosoxeH Ha Xxpomocome 14q22.2;

- BH4-gepunutnas I'A (tun C) obycnomiena aepuuuroMm auruapontepunuHpenykrassl (DHPR),
BCJIEJICTBHE KOTOPOTO pPa3BUBAIOTCS MeTabonuueckue OJOKM Ha MyTAX MpeBpalieHus (eHurTaJaHuHa B
TUPO3UH, a Takke o00pa3oBaHUs NPEIIECTBEHHUKOB HEHpOMEAMAaTOpOB  KaTEXOJIaMHUHOBOIO U
CEepOTOHMHOBOTO psana L-nodsl u 5-okcurpuntodana. 3aboneBaHne BbI3BAaHO MyTalllel CTPYKTYpPHOTO reHa
QDPR muro3onpHol quruapontepuanapeaykrassl. 'en QDPR nokanu3zoBan Ha xpomocome 4pl5.3;

- BH4-nedpunurnas | KOYLN (Trm D) pa3BUBaeTCsA BCJIEJICTBUE HEIOCTaTOYHOCTH
nTepuH-4-anbhakapOMHOTAMUHIETHIPATA3bI
(https://docviewer.yandex.ru/r.xml?sk=y76190497c476f1117ab6{8babc4 1 e83e&url=http%3 A%2F%2Fomim.
org%?2Fentry%2F261640) (PCBD), koTopble BCTpe4aroTCsl pexe;

- BH4-nedumutaas ' A BciencTBre HETOCTATOYHOCTH ceNMUanTepuHpeyKTassl (SP).
Tun nacnenoBanus Bcex Gopm [[®A u KV - ayTocOMHO-PEIIECCUBHBIN.

BH4  sBasercs  koakTOpoM  HECKONBKMX  BaXXHBIX  (EpPMEHTOB, B TMEPBYI  oOdYepelb
(eHnTaTaHUHTUAPOKCHUIIA3hl, a TaKKe TUPO3UHTUAPOKCHUIIA3bl, TPUNTO(AHTUIPOKCUIIA3bl U CUHTa3bl OKCHJIA
azota. BH4-3aBucumeie popmbel DKY uMeroT cXoHble KIMHIYECKHUE MTPOSBIICHUS C HEJICYCHON KIIaCCHUECKON
OKYV. Ilpu 3TuX opMax OCHOBHYIO POjb B IMATOT€HE3E UIPAET pe3Kasi HEIOCTATOYHOCTh HEMPOMEIUATOPOB
KaTeXO0JaMUHOBOTO M CEPOTOHMHOBOTO psAJa, MOITOMY MOHOTEpaIvs AUETOW HE JaeT MOJOKHUTEIBHOIO
pe3yibTaTa.
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Jpyrue runepdeHmnasaHMHEMUM MOTYT BCTpEYaThCsl TPU  PA3IUYHBIX  (PU3HOJIOTHYECKUX U
MATOJIOTUYECKUX COCTOSTHUSX.

Tpanzutopnas popma '@A B mepros HOBOPOXKICHHOCTH - BpEMEHHOE MOBBILICHUE YPOBHS DA B KpOBH
pebeHKa, B OOJBIIMHCTBE CITydaeB 00YCIOBICHHOE HE3PEIOCThI0 ()ePMEHTATUBHBIX CHCTEM HOBOPOKICHHOTO
(Hampumep, mpu TIyOOKON HEJOHONIEHHOCTH WM (PyHKIHMOHAJIBbHON He3penocTu). IIpoBorupyronmmu
(akTopamMu pa3BUTHSI 3TOTO COCTOSIHUS Y MIIQJICHLIA SBJISIFOTCA MIPEKAEBPEMEHHBIE POJibI (BCIEACTBUE YErO HE
yCIleBaeT MOBBICUTHCS AKTUBHOCTh NaparuIpoKCU(pEHUINUPYBATOKCHIA3bl) U UYPE3MEpPHOE YNOTpebiaeHue
OenkoBOM muIIM MaTepblo. B pesynpTare HaOmojgaeTcs TMOBBIIICHHAs MPOAYKIMsA —cyOcTpara,
MHTUOMPYIONIETO COOCTBEHHBINH (DEPMEHT, BCIEACTBUE YEro ypOBEHb THUPO3MHA M (peHMIaTaHWHA B KPOBU
YBEIMYMBACTCS JI0 TATOJIOTHYECKUX 3HAUYeHUI. BriocnencTBumn GMoXuMudeckre moka3aTesid HOPMaTU3yIOTCS.
Knunnueckue nposiBienus 1100 OTCYTCTBYIOT, TUOO OU€Hb HE3HAUUTEIIbHBI.

l'unepdennnanannHeMusi, COMPOBOXKIAIONIAS MMOPAKEHUE IMEYEHH Pa3IUYHON 3THOJIOTUU (BUpPYCHOE,
MEIMKaMEHTO3HOe, TOKCHYECKOE) W JApYrHe HaclleZICTBEHHbIE HapylleHHs oOMeHa BellecTB (JIeHIMHO3,
KJIacCHUecKasi TajlakTO3eMHUs U JIp.), UMEET BTOPUYHBIN XapakTep.

2. OnarHocTuka
2.1 XXanoobl U aHamMHe3

ITpu oTcyTCcTBHHM J€YeHMs Ha MEPBOM TOAY KHM3HM, OOBIYHO B Bo3pacTte 2 - 6 MecsleB, poauTesnei
OECIIOKOUT  BsUIOCTb  peOeHKa, OTCYTCTBHE HHTEpeca K OKpYyXKalolleMy, MWHOTJa IOBBIIICHHAS
pa3apaXKUTENbHOCTh, OECHOKOHCTBO, CPBITMBAHMSA, HApPYIICHHE MBIIIEYHOTO TOHyca (Yalle MbIIIeYHas
TUIOTOHMS), IPU3HAKK aTOMMYECKOI0 JepMaTuTa, 3aJepikKKa ICUXOMOTOPHOIO Pa3BUTHS, HHOTJA CYJIOpOTH.
[Ipu cBOEBpeMEHHO Ha3HAYEHHOM MAaTOT€HETHYECKOM JICUEHUH KaloObl UMEIOT OoJiee JIETKUI XapakTep WIn
OTCYTCTBYIOT.

2.2 dusmnkanbHoe obcnegoBaHue

[Ipu oTcyTcTBUM JeueHHs oOOpamalT Ha ceds BHUMaHUE (EHOTUIHYECKHE OCOOCHHOCTH:
TUIONUIMEHTAllUs KOXH, BOJOC, paayXKHOM O0O0OJOYKM TIJ1a3, CBOEOOpa3HbIM '"MBIIIMHBIA" 3amax Mouu
OOJIBHBIX, BO3MOXHO (opmMupoBaHuEe MHKponedannu. B TMCHXOHEBPOJOTUYECKOM CTaTyCc€ OTMEYArOTCS
3aJiepkKKa CTaATUKO-MOTOPHOT'O U ICHUXOPEUYEBOr0 pa3BUTHs, CUMITOMATUYECKON SMUJIETICUHU, & B HEKOTOPBIX
cllydasix THIporedanim.

ONUIeNTUYECKUE TMPUCTYIBI BCTPEUAIOTCS MOYTH Y TOJOBUHBI HEJICYCHHBIX OOJIBHBIX M B HEKOTOPBIX
CIy4asiX MOTYT CIy’)KHTh TI€PBBIM TNPU3HAKOM Oone3Hu. OOBIYHO OTMEUAIOTCS T'€HEpPATH30BAHHBIE
MapOKCU3MBl TIO0 THUIy HWH(AHTHIBHBIX CIIA3MOB B BHJE 'callaaMOBBIX" Cynopor, "KHBKOB", MOTYT
HaOmrogaThess abcaHchl. [IpUCTYIBI HOCAT YMOPHBIM XapakTep U IUIOXO TMOAMAIOTCS AHTHKOHBYJIHCAHTHOU
tepanuu. [IpM OTCYTCTBHM MATOT€HETHYECKOTO JIeUeHUs OO0JIE3Hb MEIJICHHO IMPOTPECCHUPYET. Y MCTBEHHAsS
OTCTaJIOCTh JOCTHTaeT, KaK MpaBuiio, TyOokoil crenenu, 1Q cocraBuseT okono 20 enunur (Hopma 85 - 115
eauHull). B mcuxomormdeckoMm crtaTyce OONBHBIX OTMEUAlOT HApyIICHHE WIrPOBOW U MPEAMETHOMN
NEeSTEIIbHOCTH, OTCYTCTBUE MU (HEePEHIIMPOBKHA IMOIIMOHAIBHBIX PEAKINi, HEJJOCTATOYHOCTD IKCIIPECCHBHON
¥ AMITPECCUBHON peun. MoryT HaOII0aaThCsl ABUTATEIBHBIE, TICHXOMATONOI00HBIE M MIH30(pEeHOOA00HbIe
paccTpoicTBa.

AHaJIOTHYHBIE KIWHUYECKUE CHUMIITOMBI, KOTOpbIe MaHU(MECTUPYIOT IOCHIe 2-X MECAIEB J>KH3HU W
JOCTUTAIOT MAaKCUMAJIbHOTO TPOSIBICHHS K 6-TH MecsiaMm Xu3Hu umeroT BH4-nedpunutnas ['OA (tum A)
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BCJIEJICTBUE HEJOCTAaTOYHOCTU O-mupyBomiTeTparuapontepuncunTassl (https://docviewer.yandex.ru/r.xml?
sk=y76190497c47611117ab6t8babc41e83e&url=http%3 A%2F%2Fomim.org%2Fentry%2F261640)(PTPS),
BH4-nedunurnas T'dA (Tun B) BCIICJICTBHE HEJOCTAaTOYHOCTU GTP LUUKJIOTHUIPOJIA3bI
(https://docviewer.yandex.ru/r.xml?
sk=y76190497c476f1117ab6f8babc41e83e&url=http%3A%2F%2Fomim.org%2Fentry%2F261640)(GTPSH),
BH4-nedunuraas T'®PA (tum  C)  BeciencTBue  HEINOCTATOYHOCTH  JIMUTHIAPONTEPUIMHPEITYKTA3bI
(https://docviewer.yandex.ru/r.xml?sk=y76190497c47611117ab6{8babc4 1 e83e&url=http%3 A%2F%2Fomim.
org%?2Fentry%2F261640)(DHPR), BH4-nedumnur (http://omim.org/entry/261640)nass  I'®A BcreacTBue
HEJIOCTaTOYHOCTH CEMUaNTepUHPENyKTa3bl (XapaKTepHO MPOrPECCHPYIONIee HAPYIIEHHUE MCUXOMOTOPHOTO
Pa3BUTHS, SKCTpaMpaMHUIHBIE PACCTPONCTBA B BHJE W3MEHEHHS MBIIIEYHOTO TOHyCa (TUMOTOHMS MBIIII
TYJOBHII]A W THUIEPTOHYC MBI KOHEYHOCTEH), TPEMOp, aTakcus, TO3MHEe - HapyIICHHs ITOXOJKH,
naTtoJiornyeckue  pediexkcsl, TUIepcaluBalyUs, HapylIeHHe TEPMOPEryJsluM, IceBroOyIbOapHbIe
paccTpoiicTBa B BUjAE 3aTpyAHEHMs IJIOTaHUs, MOMNEPXHMBAHUI BO BpeMs NpueMa MUILM, MUKpouedanus,
CYJOPOTH, OKYJIOTUPHBIE KPU3bl (3MU30IUUYECKOE COAPYKECTBEHHOE OTKIOHEHHE IJ1a3 0OBIYHO HAINIPAaBICHHOE
BBEPX M JIATEPAIbHO, PEAKO - BHU3 WIH CTPOTO JIATEPalbHO), SK3eMa, TUIIOMUTMEHTAINS KOXKU. Y TaKuX AeTeil
MIPH POKIICHUH HEPEIKO OTMEYAETCs] HA3Kasi Macca Tea.

[Ipu HepocTaTouHOCTH 6-muUpyBomiITeTparuapontepuHcuHrerassl (PTPS) pasnuuator nBa denorumna.
Haub6onee yacto (80%) BcTpeuaromasicsi Tsbkemasi eHTpalibHas (TUNUYHasi) opMa CONMpPOBOKAAECTCA PEIKUM
neUIUTOM TPAHCMUTTEPOB U OoJiee BRIPAXKEHHOHN TSHKECThIO TeueHHs. BTopas, ymepeHHas, nepudepuiinas
(dopmMa CONMPOBOXKIACTCA HOPMAJIbHBIM COAEpP)KAaHUEM MeEAMaTopoB, yMmepeHHo I['DA u ymepeHHO
BBIPAKEHHON KIIMHUYECKOW CUMIITOMAaTHUKOM.

s BH4-nepummrHOM I'®A (Tun D) BCJICJICTBUE HEJIOCTAaTOYHOCTH
nTepuH-4-anabga-KapOuHOIaAMUHACTUAPATA3HI
(https://docviewer.yandex.ru/r.xml?sk=y76190497c476f1117ab6f8babc4 1e83e&url=http%3 A%2F%2Fomim.
org%?2Fentry%2F261640) (PCBD) Ttakxe XapakTepHbl CHELU(PHUUECKHE H3MEHEHUS MBIIIEYHOTO TOHYCa!
MOCTypasibHasi HECTaOMIbHOCTh, TUTIOKUHE3HUs1, MBIIIIEYHAsl TUCTOHUS (TUIEPTOHYC KOHEUHOCTEH, CHUKEHHBIN
TOHYC MBIIII] TYJIOBUIIIA).

2.3 labopaTopHasa aMarHocTmka

- PekoMeHyeTcsl MpoBeIcHUE HEOHATAIBHOTO CKPUHUHTA (OTIpeieJIeHuEe KOHIICHTpaluu (eHUIaIaHnHA
B CyXUX MSTHaX KPOBH) AJIs JOKIMHUYECKOW TUArHOCTHKHU TUIEpPEeHHIATaHUHEMUU U CBOEBPEMEHHOTO
Hayaja naroreHeTudeckoit repanuu [1, 4, 11, 14, 19].

(Cuna pexomenaanuu A; ypoBeHb yOSIUTEILHOCTH 10Ka3aTeAbCTB I1)

KommenTapuu: Bee hopmbl '@A MOKHO TUarHOCTUPOBATh YXKE B MIEPBbIC HEJIEIH WU J1aXe THU KU3HU
pebeHka, Korja KIMHUYECKHE IPOSBIEHUS elle OTCYTCTBYIOT. [l 3TOro mnpoBOAAT OMOXMMHMYECKUN
CKPUHUHI HOBOPOXJEHHBIX Ha Haiauuue runeppeHwiananuHeMun. IlogpoOHas cxema mnpoBeneHUs
HEOHATaJIbHOI'O0 CKPUHUHIA NIPECTABJIEHA B IpUJIoKeHuu [ 2, onrcanne npaBuil B3SITUsL KPOBH IPEICTABICHO
B IIpuJIokeHuu 1°3.

- PexomeHayercs WCHONB30BaTh JJIsi HEOHATAIBHOTO CKPUHUHTA METOMBI (DIIOOpPUMETPUH WU
TaHJIEMHOU Maccc-niekTpomeTpuu [1, 4, 11, 14].

(Cuna pexomeHmanuu A; ypoBeHb yOSIUTETLHOCTH T0Ka3aTeIbCTB I1)
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KOMMCHTapI/II/IZ (DJHOOpI/IMeTpI/IH - KOJIMYECTBEHHBIHN OMOXMMHYECKUH METOL OIIPEACIICHUSA
(bCHI/IHaJIaHI/IHa B KpOBU C TOMOIIBIO COBPEMCHHBIX daBTOMATHYCCKUX (I)J'IIOOpPIMCTpOB IMAPOKO UCIIOJIB3YCTCA
IJi1 MPOBEACHHA MACCOBOTO ABTOMATH3UPOBAHHOI'O0 CKPHHHUHIA, TaHACMHAsA MACC-CIICKTPOMCTPpUA -
aHAJTUTHYCCKUU METO HUCCICIOBAaHUsI, OCHOBaHHBIH Ha OMpCaAcCICHUN OTHOIICHUA MacCChbl

(https://ru.wikipedia.org/wiki/%D0%9C%D0%B0%D1%81%D1%81%D0%B0) K 3apsny
(https://ru.wikipedia.org/wiki/%D0%AD%D0%BB%D0%B5%D0%BA%D1%82%D1%80%D0%B8%D1%8
7%D0%B5%D1%81%D0%BA% HOHOB, 00pa3yIomuxcs npu MOHU3ALIUU

(https://ru.wikipedia.org/wiki/%D0%98%D0%BE%D0%BD%D0%B8%D0%B7%D0%B0%D1%86%D0%B
8%D1%8F) wuccienyemMblx KOMIIOHEHTOB IPOObI, OCYLIECTBIIIET KA4ECTBEHHYI0 M KOJIMUYECTBEHHYIO
UACHTU(DUKAIIMIO aMHHOKHUCIIOT, MTO3BOJISIET OJJHOBPEMEHHO ONPEEISATh YPOBEHb (DeHMIIaTaHnHA U THPO3MHA,
COOTHOIIICHHE KOHIICHTPAIIMH  TO3BOJIIET KOCBEHHO OICHUTh CTETNCHb CHIDKEHHWS  aKTUBHOCTH
(eHMITaTaHUHT U IPOKCHIIA3HI.

- I'maBHBIM KpUTCpUEM JHAIrHOCTHUKU T'dA PCKOMCHAOBAHO CYHUTATh IIOBLIMICHHOC COACPIKAHUC
(bCHI/IHaJIaHI/IHa B KpPOBH.

(Cuna pexomenaanuu A; ypoBeHb yOSIUTEILHOCTH 10Ka3aTeAbCTB 1)

Kommenrtapun: [y BcexX yKa3aHHBIX MeTOJOB ypoBeHb @A B kpoBH uenoBeka Beime 2,0 mr/mr (120
MKMOJIB/JT) KBaTUPUUUPYIOT Kak runepdenunananuHemuto. '@A ¢ yposaem Beime 10,0 mr/an (600
MKMOJIb/JT) OTHOCSAT K pa3inyHbiM popmam DKV,

- Pexomenayercs nposenenue nudgepenimansHoi nuarnoctuku OKVY u npyrux I'OA (BTopoitl sran
ckpununra) [1, 4, 11, 15, 19].

(Cuna pexomenaanuu A; ypoBeHb yOSIUTEILHOCTH 10Ka3aTeAbCTB I1)

Kommenrtapun. Bropoit stam ckpuHuMHTa HeoOxomuMm it BbisiBieHuss BH4 3aBucumbix  ¢opm
runepdeHnIaTaHiHEMIN 1 CBOEBPEMEHHOT0 Ha3HAUEHUS ATOreHeTUYEeCKOi Tepanuu. B HacTosAmMii MOMEHT
JUIS 9TOTO UCIOJIb3YEeTCsl OIpe/esieHe COOTHOLICHUs (PeHMIAIaHuH/TUPO3UH (KOCBEHHO OTpa)kaeT HaJn4ue
neduruta pepmenta PAH) u JIHK nuarnocruxa [4, 7, 14, 17].

- Ilpu OTCYTCTBMU MAaHHBIX HEOHATAJILHOTO CKPUHHMHTA IHATHOCTHUKY 3a00JIeBaHHUS PEKOMEHIOBAHO
OCYIIECCTBIISATh HA OCHOBAHWU COBOKYITHOCTH TEHEAJIOTHMYECKOTO aHaMHEe3a, Pe3yJbTaTOB KIMHUYECKOTO U
omoxmmuueckoro oocienoBanus [4, 7, 14, 15, 20].

(Cuna pexomenmanuu C; ypoBeHb YOSAUTEIBHOCTH oKa3aTenbcTB 1)

KomMmenTapuu: B 3THX cinydyasix TJIaBHBIM JJisi YCTAaHOBJIEHHUS JMAarHo3a OCTAaeTcs OMOXMMUYECKUI
KpUTEpUH - BBICOKOE colep:kaHue (DeHuIallaHuHA B CHIBOPOTKE KPOBH MPHU OTCYTCTBUHM MATOT€HETUYECKOTO
jedeHus. B nanpHeieM MokazaHo MpOBEACHNUE MOJIEKYJISIPHOM TUAarHOCTHKH.

- Pexomennyercsa JIHK nuarnoctuka c 1esnpto BoisiBieHus mytanuii B renax PAH u PTP.

(Cuna pexomenmanuu A; ypoBeHb yOSIUTETLHOCTH T0Ka3aTeIbCTB I1)

Kommentapun. JIHK muarHoctuka mpoBoautcs ¢ 1eibio auddepeHuaibHON JUArHOCTUKA U IS
ONpeJIEJICHUsI XapakTepa MyTalui, 4TO B JAJIbHEHILIEM [IOMOTaeT ONpPENEIUTh KOHTUHICHT MAllMEeHTOB s

IPOBE/IEHUS TeCTa Ha YYBCTBUTENIBHOCTh K JIEUEHHUIO canmpontepruHoM CylecTByIOLIre HaOOpbl MO3BOJISIOT
orpenenarte 4vactele MyTtanmuu B reHe PAH, umerommecs y 80% OGompabix DKVY. Ilpu orcyrcrBuM
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UCCIEeAyEeMbIX MyTalluil y MalleHTa PEKOMEHIyeTCsl MpoBeAeHuEe cekBeHupoBaHus reHa PAH. Taxxke
npoBoautcs JJHK nuarnoctuka myrtanuii u cekBenupoBanue reaos (PTPS, DHPR, PCD wu np.), koaupyromumx
M3BECTHBIE ()EPMEHTHI PA3IMYHBIX CTaIUN MeTaboIM3Ma TeTParuapoOHoNTeprHa.

B nacrosimee Bpems uszBecTHo Oosee 800 myrtauuit B reHe PAH, cmexktp u pacnpocTpaHEHHOCTh
KOTOpBIX MMEET 3THHYECKHEe ocoOeHHOCTU. [[s eBpomeomaHON packl MaxopHOW myranueil B rene PAH
apisiercs myTtauuss R408W, B to Bpems kak B Anonun u Kurtae nannas Mmyrtanus He HaijeHa. Bo MHorux
€BPOIEHCKUX MOMYJSANUAX C OTHOCUTEIBHO BBICOKOM YacTOTOM PETUCTPUPYIOTCS CIEAYIOIIHAE MYyTaluu:
IVS12ntl, R261Q, R252W, R158Q, P281L, IVS10nt546, 165T.

BonpmmHcTBO reneTnueckux u3Menenuit rena PAH - 3to muccenc-myTtanuu Bo Bcex 13 sk30HaX reHa
WIM HETpaHCIUpPYeMBbIX (IAaHKUPYIOUIMX ydacTKax reHa, cocTaBisiomue 59% Bcex BapuaHTOB. Takke
oOHapyXeHbl MyTallUU CIUTAMCHHTa, HOHCEHC-MYTAlluH, MyTallU{ CABUTA PAMKU CUMTHIBAHUS, O0Jjiee KpYyIHbIE
nenenuy U uHcepuuu. PasHble MyTanuu BiusT Ha paboty ¢epmenta PAH B pa3nuuHOM creneHu - 3TUM
MOXET 00BACHATHCS OosblIoe pazHooOpasue nokazarens @A B kpoBu 601bHbIX PKY. bosbiioe konuyecTBo
myTtaiuii rena PAH (nanpumep, R408W) mpuBoisaT k pesuayanbHO akTuBHOCTH (epmenta DAL, Ilpu
npyrux mytamusax (E390G, Y414C, A300) TonepaHTHOCTh K (peHMIIATaTHUHY BbIIIE U KIMHUYECKAs KapTHHA
OKVY wmenee BblpakeHa. Takum oOpa3zom, mo coBpemeHHbIM gaHHbIM (Hentz et al., 2013) pesynbrars
reHotunupoBanus npu @KV noreHnuanbHo 001a/1a10T TPEIUKTUBHBIM 3HAUCHHUEM.

Cnenyer oTMETHUTb, YTO IIPU ONpEAETICHHBIX MyTanusax B reHe PAH, o0yciioBIMBalOIIMX OCTATOYHYIO
aktuBHOCTh (pepmenta DAL, BBeneHue kodaktopa BH4 mim ero CHHTETHYECKMX aHAJIOrOB B TEpaIMIo
MPUBOAUT K TOBBIIICHUIO WM BOCCTAHOBJICHUIO AKTUBHOCTH (hECHMIIATIAHMHTHAPOKCUIA3bl, YTO MO3BOJISET
PacCIIUPUTh TUETY C YBEIIMYEHUEM B PAllMOHE KBOTHI HATYPAIBHOTO OelKa.

2.4 MHcTpymeHTanbLHas AMarHocTuka

- Pexomennyercs snextposHuedanorpadus A8 BBIABICHUS IATEPHOB TUICAPUTMMU (Jlaxke mpU
OTCYTCTBUM KJIMHUYECKHX CYJOPOKHBIX TPUCTYNOB), E€AMHUYHBIX M MHOXXECTBEHHBIX CIHAlK- U
MOJINCIIAKPa3ps 0B, APYTUX U3MEeHeHUH [4, 13]

(Cuna pexomennaiuu C; ypoBeHb YOSIUTEIBHOCTH T0Ka3aTenbCcTB 1)

- PexomeHayercss ~ MarHMTHOpE3OHAHCHass  ToMorpagust €  [EIbI0  BBISIBICHUS  OYaroB
MIEPUBEHTPUKYJISIPHON JIeHKONATHH, KOPTUKAIBHONH aTpo(uu U JpYruX M3MEHEHUH y MalMeHToB cTrapiie 12
ner [4, 21, 24].

(Cuna pexomennanuu C; ypoBeHb YOeIUTETLHOCTH JOKa3aTeabCTB 1)

- Pexkomennyercsi ynabTpa3ByKOBOE MCCIIEJOBaHUE OpPIOIIHOW MOJOCTH M TMOYEK S JUArHOCTUKU
JTVCKMHE3UN KEITYHBIX MyTed, TUPQPY3HbIX U3MEHEHHI MEYCHU U TIO/KEITyIOUYHON JKeJe3bl, MOYeKaMEHHOU
ooie3nu [1, 2, 4].

(Cuna pexomenmanuu C; ypoBeHb YOSAUTEIBHOCTH oKa3aTenbeTB 1)

- Pexomennmyercst a30¢aroractpoGuOpOCKONUs sl JUATHOCTUKH MMOPAKECHUS CIIM3UCTON Kelyka (1o
nokazanusm) [1, 2, 4, 24].

(Cuna pexomennaiuu C; ypoBeHb YOS IUTEIHHOCTH JT0Ka3aTelabCcTB 1)
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"KnuHnyeckune pekomeHzaummn "®eHnIKETOHYpUS 1 HapyLLeHus
obmeHa TeTparugpobuonTtepuHa y getein"”
(yTB. MuH3gpasom Poccun)

[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

2.5 UHasa gmnarHocTuka (KOHCynbTaTUBHasA NOMOLLb)

- PGKOMGHI[yCTCSI TNICUXOJIOTO-MIEAArOrNYCCKOC KOHCYJIIbTUPOBAHUC U JIOTONCANYCCKOC TCCTUPOBAHUC [1,
4,6,13].

(Cuna pexomenmanuu C; ypoBeHb YOSAUTEIBHOCTH oKa3aTenbeTB 1)
KommenTapuu: TecTupoBaHHE NPOBOIUTCS C II€NIbIO OMPENEICHHUS YPOBHA HHTEIUICKTYaJIbHOTO U
pPEUeBOr0 pas3BUTHSI, BO3MOXKHOCTEH COLIMAIbHOW aJanTallid U COCTaBJICHHS WHIAMBUAYATbHOTO TIJIaHA

TICUXOJIOTO-TICAArOrNYCCKOro COIpoOBOKICHHA.

- PekoMeHIyIOTCS 1O TMOKa3aHHSIM KOHCYJIbTAIUU CIICIUATUCTOB (HEBPOIATOJIOr, TaCTPOIHTEPOJIOT,
odrameMmoutor, aymeproiior u 1p.) [1, 2, 9,].

(Cuna pexomenmanuu C; ypoBeHb YOSAUTEIBHOCTH qoKa3aTenbeTB 1)

2.6. OudbcbepeHunanbHaa gmarHocTuka

- PexomenoBaHo mpoBOANTH AU PepeHIInaNbHYI0 TUarHOCTUKY C IeNbI0 BhisBIeHUss BH4-3aBucuMbIx
bopm I'DA u ans ompeneleHUs MOTCHIMAIBLHO YYyBCTBUTENIBHBIX OonbHBIX ¢ PAH 3aBucumoit 'OA
(pennnkeronypueit).

(Cuna pexomenmanuu C; ypoBeHb YOSAUTEIBHOCTH oKa3aTenbeTB 1)

- PexomennosaHo IOCJIE MTOJTBEPKICHUS y HOBOPOXXICHHOTO PAH-3aBucumoit
runepdeHnIaTaHiHEMIN  TIPOBECTH TECT Ha TMOTEHUUAIbHYIO UyBCTBUTEIBHOCTh K CalpoONTepHHA
JUTUIPOXJIOPUY, TIOCIIE YEro Ha3HavaroT jJedeHue [16, 18, 20].

(Cuna pexomennaiuu C; ypoBeHb YOS IUTEIBHOCTH JT0Ka3aTeabCTB 1)

KommenTapuii: [Ipoueaypa npoBeneHust TeCTUpOBaHUS OnucaHa B npuiioxenuu 3.

VYpoBeHb (eHnIanaHuHa B KPOBHU J0 Havaja TECTUPOBAHUSA JOKEH OBbITh >= 450 MKMOJIB/TI.

JononuurensHyto uHdopmanuio a8 auddepeHnuanbHON  AUarHOCTUKM MOXKHO TOJIYYUTh TMpU
UCCIIEIOBAaHUM TITEPUHOB MOYH, CHIBOPOTKH KPOBH M CIIMHHOMO3TOBOH >KHIKOCTH (B P® He mpoBoauTCs)

(Tabmuma 3).

Tabnuua 3 - lnarHocTM4yeckue nokasartenu peHuNaHaHMHa 1 NTePUHOB B KPOBU, MOYe U
cnuHHomo3roBom xuakoctu (N. Blau et al. 2014) <*>.
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[okyMeHT npefgoctasneH KoHcynbTaHTAKOC
[ata coxpaHeHnus: 24.10.2020

\noxasares Phe | Neo | Bio |Pri(K,| Neo Bio |[SHIAA| HVA |SMTHF | aktuBu
\\ (K) (K, M) (K, M) | (CMX) | (CMX) (CMX) | (CMX) | ocTh
bepmenT\ M) (CM)K) DHPR
X)
AdGTPSH n n n n Jf Jf F— Jf Jf n n
ArGTPSH TN h l l l 1 n n
PTPS T d T l l l n n
SR n n n n n T# Jf Jf n n
PCD T T F— Jf T n n n n n n
DHPR T T h |n 1 l l n—4+ |4
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"KnuHnyeckune pekomeHzaummn "®eHnIKETOHYpUS 1 HapyLLeHus
obmeHa TeTparugpobuonTtepuHa y getein"”
(yTB. MuH3gpasom Poccun)

[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

<*> AdGTPSH - ayToCOMHO-TOMUHAHTHBIA Ne(PHUIHUT IryaHO3HH-TpUochaT-mukmoruapomnassl I;
ArGTPSH - ayrocomHopeneccuBHbI aeduuut ryanosmH-tpudocdar-muxnoruaponassr I, PTPS -

6-MPYBOWITETPArUIPONTEPUHCUHTA3A, SR - CeNuanTepPUHPEIyKTasa, PCD -
nrepuH-4-anbha-kapOuHonmamuHaeruaparaza, DHPR -  murugponrepumaumapenykraza, Phe -
¢enunananud, Neo - HeontepuH, Bio - Ouwontepun, Pri - npumantepun, SHIAA -
S-runpokcuuMHaoNyKkcycHas — kucinora, HVA - romoBanunuHoBass  kuciora, SMTHF -

5-metuterparuapogomnar, K - kpob, M - Mmoua. CMX - cnuHOMO3roBast >KUIKOCTb.
3. IleyeHue

OcHoOBHas Ocjiab JICUCHUA - CHU3UTH DA KpOBH, IMOBBICUTH TOJICPAHTHOCTD (HepeHOCI/IMOCTL) CDA,
nojryyaeMoro ¢ HaTypaHBHOﬁ NUIIel U TakuM 06pa30M M30eKaATh TSKEIOHN HeBpOHOFI/I‘leCKOﬁ
CUMIITOMATUKHU U YIIYYIIHUTb Ka4CCTBO JKU3HHU.

HOI[XOI[BI K TCpalru 1mmpu pa3n1/1qH0171 TSAXKECTHU TCUCHUA FI/IHCp(l)eHI/IJ'IaJ'IaHI/IHeMl/H/Ii

Jlerkas  runepdpenmnananuHemuss  (I'@A)  TpeOyer  HaOmogeHWsT W TNPOBEIEHUS
muddepeHnranbHOl TUarHocTHKU. CTpOroro AMETHYECKOTO JedeHus mpu 31oil popme ['DA, kak
MPaBUJIO, HE HA3HAUYAIOT, XOTS B MOCJEIHUE TOJIbI PEKOMEHIYIOT HaYMHATh JeueHue npu yposHe A B
kpoBu >= 360 mxmonw/n (N Blau 2014). letu c¢ nerkoit popmoit '®A AOMKHBI HAXOIUTHCS TOJ
CHCTEMaTHYECKUM HAONIOJICHHEM Bpada B TEUCHHE IEPBOTO TOAa KU3HU C KOHTpojeM ypoBHS DA
KpOBH, IPOBEJEHUEM HEOOXOIUMBIX JUAarHOCTUYECKHMX MEPONPUATUH C LEIbI0 HCKIIOUEHUs
nTepuH-3aBUcUMbIX popm ['DA u BbIOOpa nanbHENIIeH TAKTUKY JICYSHHUS.

YmMmepennas (msarkas, cpennss) PKY moapasymeBaeT COXpaHEHHE YaCTHYHOW aKTHUBHOCTH
dbepmenTa (peHUIANTaHUHTHIPOKCHIIA3EI, TpeOyeT Ha3HAYeHHS TUMO(EHUIATAHUHOBOM TUETHI, a TaKkKe
MIPOBEICHUS TeCTa HA UyBCTBUTEIBHOCTh K TEPAITUN CHHTETUYECKUM aHAJIOTOM TEeTParuApoOnonTeprHa.

Knaccnueckas (Tsokenas) @KY oOycnoBieHa MHUHMMANIbHOW aKTHBHOCTBIO (epMeHTa, TpeOyeT
HaszHa4YCHU CTpOFOﬁ FHHOq)eHHHaﬂaHHHOBOﬁ AUCTHI, a TAKKC MPOBCACHUA TECTA HA YYBCTBUTCIIBHOCTDh
K Tepaliyd CHHTETUYECKUM aHAJIOTOM TE€TparuapoOnonTepruHa.

[Tarorenernuecku  00OCHOBaHHOM  Tepanmued st OoidbHBIX ¢ ['DA-00ycimoBICHHOM
HEJOCTAaTOYHOCTBIO  TETPAruJpoOMONTEepHHA  SBJISETCS HAa3HAYEHHE CHHTETUYECKOro  aHalora
BH-campontepuna quruapoxyiopuaa, KOTOPbIA UCIONB3YETCS B KOMIUIEKCE C JAMETOTepanueit wim 6e3
Hee (B 3aBUCUMOCTH OT (hOpMBI O0JIE3HH) U CUMIITOMATHYECKONH METMKAMEHTO3HOH Tepanueii.

3.1 KoHcepBaTMBHOE nevyeHue

- Pexomenayercss maroreHeTudecku oOocHoBaHHas st PAH-zaBucumoit ®KY u T'OA
runodeHnIananuHoBas nqueta [1, 3, 12, 24].

(Cuna pexomennaiuu C; ypoBeHb YOS IUTEIBHOCTH JT0Ka3aTenbCcTB 1)
KommenTapuu: [luetorepanus, OCHOBaHHAsI Ha PE3KOM OTpaHWUYEHUM (eHUITAIAaHUHA B PaIlOHE

OOJIBHBIX I[GTGI\/'I 3a CYET UCKIIFOYEHHUS BHICOKOOEIKOBBIX IMPpOAYKTOB, OOJIKHA OBITH HayaTa HE II03aHEEC
NEPBBIX HEACIIb XU3HU pe6eHKa C ICJIbHO OOCTHKXCHUA MaKCHMAaJIbHOM 3(1)(1)GKTI/IBHOCTI/I JICUCHMU.
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(yTB. MuH3gpasom Poccun)

Henocraromiee KOJIHUECTBO OeJIKa BOCIOJIHAETCS 3a CUET CIICIUAJIN3NUPOBAHHBIX JIe4eOHBIX MMPpOAYKTOB,
YaCTHYHO WJIN IMOJHOCTHIO JTHUIICHHBIX (I)GHI/IJ'IaJ'IaHI/IHa.

CoryiacHO COBPEMEHHBIM JIaHHBIM, JHETHYECKOE JICYCHUE Ha3Ha4yalT npu ypoBHe DA Ha
ckpuHUHTE >= 360 MKMOJIB/T (>= 6 MT/11).

U3 panmona nutanus 6onpHOoro MKV nckimoyaroT IpOAYKTHI C BBICOKHMM COJEpKaHUEeM Oenka
(cOoOTBETCTBEHHO M (heHWJIaNaHWHA): MsCO, MACONPOAYKTHI, pbIOYy, PBIOONPOAYKTHI, TBOPOT, SIHIIO,
6000BBIE, OpexH, IIOKONaA U Ap. JlomycTUMBIE B JMETe HATypajbHbIE MPOIYKTHI, TAKHE KaK >KEHCKOE
MOJIOKO, JIETCKHE MOJIOUHBbIe cMecH (A1 eTeil B Bo3pacte A0 1 roja), oBomu, PpyKTsl U HEKOTOPHIE
JpyTrHe MPOaYKThl C HU3KUM COJIEpKaHUEM OeJiKa BBOJSAT B COOTBETCTBUU C IOACUETOM COAEPIKALLErocs
B HUX (peHHUJIAIAHIHA.

[lpu pacueTax mUTaHUS PEKOMEHAYETCS OPHEHTHUPOBATHCS Ha HOPMBI (PU3UOJIOTHUECKOU
NOTPeOHOCTH B OCHOBHBIX HYTPUEHTax JUIsl OOJBHBIX JETEH pas3IMuHbIX BO3PACTHBIX TIPyHI B
cootBeTcTBUU ¢ MP 2.3.1.2432-08 (Tabnuisl 4, 5), AOMyCKaeTCs] YMEHBIIIEHHE KOJIMYECTBA CYyTOYHOTO
6enka (He Oosee 10%) B 3aBUCUMOCTH OT TOJIEPAHTHOCTH OOJBHOTO K MHIIE U K (DeHWIATAHUHY, a
TaKXXe OT COCTOSIHUSI HYTPUTHUBHOTO CTaTyca.

Tabnuua 4 - CpeaHecyTOYHble HOPMbl MOTPEOHOCTEM B OCHOBHbLIX NULUEBbIX
BellecTBaX U IHEpPrum Ana getTen nepBoro roaa Xu3Hu (Ha Kr maccol Tena) [12].

Bo3spacr (mec.) DHeprus, benoxk, r/kr | JKupsl, r/kr | YrineBomsl, I/Kr
KKaJI/KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 55 13

Tabnuua 5 - Hopmbl cdusmonornyeckom NOTPEOHOCTU B OCHOBHbLIX NULLEBbIX
BellecTBax 1 3Heprum ansa geteun crapwe roaa [12].

Bo3zpacr OHueprusi, kkai | benok, r/nens | XKupsl, r/neHp Yrnesonsl,
<k> r/neHb
or 1 roxma no 2 mer 1200 36 (28) 40 174
oT 2 jiet 110 3 JeT 1400 42 (33) 47 203
ot 3 ser 10 7 et 1800 54 (46) 60 261
ot 7 met 1o 11 ner 2100 63 (54) 70 305
ot 11 ner go 14 ner 2500 75 (64) 83 363
MaJbUUKH
www.consultant.ru Crpanvua 14 3 39

HafeXHasa npaBoBan noaAepXxkKa


http://www.consultant.ru
http://www.consultant.ru
http://www.consultant.ru
http://www.consultant.ru

"KnuHnueckune pekomeHaaunm "®eHnNKeTOHypus U HapyLleHus [loKyMeHT npeaocTasnieH KoncynbTanTItoc
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obMeHa TeTparuapobuonTepuHa y aeten [laTa coxparenws:: 24.10,2020

(yTB. MuH3gpasom Poccun)

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

oT 14 net no 18 net 2900 87 (74) 97 421
FOHOIIN

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

<*> B ckoOkax yka3aHO OpPHEHTHPOBOYHOE MOTpeOJicHHEe Oelika 3a CYeT CIeIHaTn3UpOBAHHON
cMmecH 0e3 (heHnaaHuHa.

benok 3a cyer ecTecTBEHHBIX MPOAYKTOB B JIUETEC PACCUMTHIBACTCS, MCXOIS W3 JIOMYCTHMBIX
cyTouHbIX KonmmuectB DA ¢ yderom, uto 1 r Oenmka coxepkut npubOmusutensHo 50 mr ®A. B
3aBHCUMOCTH OT NEPEHOCUMOCTH MUILEBOr0 (PeHUIAIaHNHA JIOMyCTUMOE U Oe30macHoe KonuuecTBo DA
B CYTKH cocTaBiisieT oT 90 10 35 MI/Kr Maccel Tena JUIsl JeTei MepBOoro roja )Xu3Hu. B nutanun aeren
cTapie rojaa aomyctumoe koimumdecTBo @A mocreneHHO cHmxkaercs oT 35 mo 10 Mr/kr maccel Tena
pebenka (Tabmma 6).

Ta6bnuua 6 - lonyctumoe Konu4yecTtBo ¢hpeHunanaHMHa B nutaHmu aeten ¢ PKY B
3aBMCUMOCTM OT Bo3pacTa

Bo3spacr nerei KonnyecTBo ennnanannna

(MI/KT Macchl TeNa B CyTKH)
ot 0 1o 2 Mecs1EeB 90 - 60
2 - 6 MecsIIEB 55-45
6 - 12 mecsieB 40 - 35
1-3 35-25
3-7 25-20
7 v crapie 20-10

Henocratomee kommyecTBO Oeika BOCHOJHSETCS 3a CUET CIENUAIM3UPOBAHHBIX JICUSOHBIX
IPOAYKTOB - CMecel aMHHOKUCIOT Oe3 (eHWIaJlaHMHA M HHU3KOOEJIKOBBIX IPOAYKTOB IHTaHUS.
AMUHOKHCIIOTHBIE CMECH PA3IMYalOTCs Mo cojepxkanuto 6enka (ot 13 r go 77,5 r va 100 r cyxoro
NPOAYKTA) U JPYTUX NMUTATEIbHBIX BEUIECTB (YIJIEBO/IbI, XKUPbI, BATAMHHBI, MUKPO- U MaKpO3JIEMEHTHI).
Bce cmecu B cBoeM coctaBe He coaepkar (heHuIalaHuH. AMUHOKUCIIOTHBIE CMECH C coepxkaHueM 13
- 15 r 6enka B 100 r cyxoil cMecu mpeqHa3HA4YEHbI IJs JAeTed NepBOro roja ku3Hu. Jletam Oonee
CTapIlero Bo3pacTa Ha3HAYAIOTCSA CMECH ¢ 0oJiee BRICOKUM CojiepKaHneM Oenka (mpuioskerue ['4).

Ha mnepBoM roay JKuM3HHM HEOOXOOUM €XEIHEBHBIM IOACYET KoJndecTBa (EHUIIAIAHUHA,
MOJIy4aeMoro ¢ HHIleH, ynoTpebiaseMoil MalueHTOM, ydeT OENKOB, JKUPOB, YIJIEBOJOB, HEPTUU B
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(yTB. MuH3gpasom Poccun)

CYTOYHOM palkoHEC.

100

PacueTr cyTO4YHOH 103bI ClIEUATU3UPOBAHHOTO MPOIYKTa NMpousBoauTcs no ¢opmyne: (Ps-Pn) x

P

Ps - cyrounoe konmmyecTBo Oernka,

Pn - Geok ecTecTBEHHBIX IPOIYKTOB,

P - konmnyectBo Oenka B 100 T cyXoro crenuain3upoBaHHOTO MPOAYKTa
Mpumep pacyeTa nuTaHusa pebeHkKy ¢ ®KY

PebGenok 3 net, Mmacca tena 14,5 kr

1. O0miee CyTOYHOE KOTUYECTBO Oenka B paninoHe 00apHOTO (cM. Tabm. 5): 54,0 T
2. JlonmycTMoe CyTOYHOE KOJIMYeCTBO (heHmasanuHa (cM. Tadi. 6):

25x 14,5=363 mr

1. JlomycTuMoe KOIM4ecTBO Oenka ecTeCTBeHHBIX mpoaykroB (1 T Oenka comepxkut 50 wmr

(deHunnanaHuHa):

363:50=73r

1. KonuuectBo Oelika 3a CHET CIIELMAIM3UPOBAHHOTO IPOAYKTAa HA OCHOBE CMECH L-aMHHOKHUCIIOT

0e3 eHmIaIaHHA:

54,0-73=46,7r

1. Cytounoe koimuecTBO aMuHOKUCIOTHOM cMecH (100 1 comepxkut 20 T Genka):
46,7x100:20=233r

1. PekomenayemMoe CyTOYHOE KOJIMYECTBO KHpa B parmoHe (cM. tadim. 5): 60 1.
2. PekoMeHyeMoe cyTOYHOE KOJIMUYECTBO YIiIeBoAOB (cM. Tadu. 5): 261 r.

[Ipu opraHuzanuu TUETOTEpanru HEOOXOAMMO YYUTHIBATh KIMHHUYECKYIO (hopMy 3a00JeBaHMA,

ypoBenb @A B KpoBH, BO3pacT peOCHKa; HYTPUTUBHBIN cTaTyC ((hru3nyeckoe pa3BUTHE), TOJIEPAHTHOCTh
pebenka k mnumeBomy DA, kommyectBo DA M HaTypanbHOro Oelika, MOJy4aeMoOro ¢ MHUUIeH,
KOJIMUYECTBO OCHOBHBIX NMUIIEBBIX BEIIECTB U YIHEPTHH B JIeU€OHOM pallloHE.

[Ipy Ha3HaueHWH JUETHI BaXCH WHAMBUAYAIBHBIM MW JAu(QGEepeHIIMPOBAHHBIA IMOAX0J K

HCIIOJIb30BAHUIO CTICNUAJIM3UPOBAHHBIX U HATYPAJIIbHBIX IPOAYKTOB COOTBETCTBECHHO BO3PACTy pe6eHKa.

ﬂJ’I}I oonpHbIXx DKV He3aBUCHMO OT BO3pacTa, COXPAHACTCA 3alpCT Ha IPOAYKTHI, HanboJee
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[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

6oratele @A, Takue Kak MACO, pplda M M3/eNUs U3 HUX. TBOpOT, TBEpAbIE ChIPbI, 000OBBIE, KYpHHbIE
Aila, OpeXU MOTYT B OIPAaHUYEHHOM KOJINYECTBE BXOJWUTH B PALIMOH MALIMEHTOB CTAPIIETO BO3pacTa
yueToM TojepanTHocT K DA. He pexomenayercs ynorpebienne nanuentamu ¢ KV npoxykros "fast
food", razupoBaHHBIX HANHWTKOB C MOJCIACTHTEISIMH (acmapraM WM mumeBas pobaBka E951),
coaepxkammmu OA.

TakTuka naueToTepanvy MpPH COMYTCTBYIOIIMX 3a00JIeBaHUAX (BBIpaXKEHHAs THUIEPTEPMHUs,
WHTOKCHUKAIUS, pAa3INYHbIe [AHUCIIETICHYECKHE SIBIEHHS), a Takke NpH OTKaze OT mpuemMa
AMUHOKHCIIOTHON CMECH 3aKII0YaeTcs B KPaTKOBpEMEHHOM (Ha 2 - 3 JHs) MpeKpalleHUuu JUeTOTepanuu
C 3aMEHOI JIeYeOHBIX MPOIYKTOB Ha HATypaJlbHbIE C HEBBICOKMUM cojziepikanueM Oeinka. [locne ctuxanus
OCTpOTO Tepuojaa 00JIe3HN B pallMOH peOCHKAa BHOBH BBOJUTCS CICIMAIM3UPOBAHHBIN MPOAYKT, HO 3a
OoJiee KOpOTKHM Tepuo, 4eM B Havaie jedeHus. Ecinu pedenok ¢ @KY He oTkaszpiBaeTcs OT MUIIK BO
BpeMsi 00JI€3HH, TO JICUCHHE COMYTCTBYIOLIUX COMATHUYECKUX MPOBOAUTCS MO OOILEIPUHITON cCXeMe U
He TpeOyeT mpeKpalieHus TUeTOTePaIHH.

- Pexomenayercsa (10 TOKa3aHUSAM) MeJIUKAaMEHTO3Has Tepanus canpontepuHoM DKV,
00ycIoBICHHON nedekraMu oOMeHa (heHWITaTaHTHIPOKCHIA3kl (JIETKHE M yMEpeHHbIe (hOPMBI) TIOCTe
MIPOBEJICHUS T€CTa U MOATBEPKICHHS YyBCTBUTEIBLHOCTH K canlponTepuny [5, 7, 141524].

(Cuna pexomenmanuu C; ypoBeHb YOSAUTEIBHOCTH qoKa3aTenabcTB 1)

Kommenrapun: Cunretmyeckuii ananor BH4 - canponrepuHa JMruapoxJIOpuj —SIBISETCS
MaTOTEHETHYECKUM MeTooM JedeHus mia BH4-pepuuutaeix dopm ['OA u BcmomorareiabHbIM
METOIOM JIeueHus 4yBCTBUTENbHBIX K BH4 Tepanuu ¢hopm knaccuueckoit PKVY.

TecTupoBaHue MOTEHIMAIBHON UYBCTBUTEIBHOCTH K JIEYEHHIO M JIEYEHHE CAlPONTEPUHOM
MIPOBOAUT U KOHTPOJIUPYET Bpay, KOTOPBIH OCYIIECTBISAET JIedeHHe U HabmoaeHue nauueHTos ¢ OKY
(ITpunoxenue I'S).

OTBeT Ha JIeYEHHE MPErnapaToM CarnponTepuHa JUTHIAPOXJIOPHIOM OIIEHUBAETCS IO CTENCHU
CHIDKGHUS KOHLEHTpauuu (EeHWIaJaHUHa B KPOBU OOJBHOTO TPH COOJIOACHUH CTAOMIBHOW
runogeHuIaNaHMHOBOW JueThl. IlalMeHT cunmTaeTrcs 4yBCTBUTEIBHBIM, €CIM pasHHLa ypoBHSI DA,
MOJIYUYCHHOT'O 110 OKOHYAaHWM NCPUOJa OLUCHKH OTBCTA HA JICUCHUC, U HCXOAHOI'O YPOBHA DA nepena
HayaJioM npuema npenapara cocrasiseT 30% u Gonee.

[Tpu HeoOxoauMOCTH AIUTENbHAs MeIMKaMeHTo3Has Tepanus y OonbHbIX @KV, oTBeyaromux Ha
JICYCHHUE CalpONTEpUHA AWTUAPOXJIOPUAOM CHIDKEHHEM YypoBHA DA B KpoBH, IPOBOAMUTCA B
KOMOMHAIMM C JAMETOW NpU HCIOJIb30BAaHUM AMUHOKHCIOTHBIX CMECEH, KOJIMYeCTBO KOTOPBIX
onpeesseT Bpay.

KoncynprantlIntoc: npumedanue.
Hywmepanust myHKTOB JJaHa B COOTBETCTBUU C O(PHUIIMATBHBIM TEKCTOM JIOKYMEHTA.

3.4 UHoe nevyeHue

Hns BH4-nepuuutHeix ¢opm I'A mnaToreHeTMUECKUM METOJIOM JICYCHHMS PEKOMEHIyeTcs
IIpUMEHEHHE cUHTeTH4ecKkoro aHanora BH4 - canponrepuna nuruapoxmnopun x (A16AX) B coueranun
¢ runo(eHIIATaHUHOBOM TUETO.
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Menukamentosnas tepanus npu BH4-neduuutheix coctosnusax ¢ @A u 6e3 DA: HayanpHas
71032 camnponTepruHa AUTHAPOXJIOpHAa y OONBHBIX ¢ HemocTtaTouHocThio BH4 cocraBiser ot 2 mo 5
MT/KT Macchl Tena npu npueme 1 pa3 B aeHb. Jlo3a MoxkeT ObITh yBenuueHa 10 20 MI/Kr Macchl Tela B
NeHb. J{7s JOCTHKEHHS ONTUMAIBHOTO TEPAIeBTHYECKOTO A (deKkTa cyTodHas J03a mpernapara MOXKeT
OBITh pa3zieseHa Ha 2 WK 3 mpueMa B TeUEeHUE JHS.

B xomrutekc ieueHus Takke BXOAT Ipernapathl JIeBOIOMbI XK, BK (10 - 15 Mr/kr/cyT) B coueTaHuu ¢
kapougonoi x,BKk (Kox ATX: NO4BA) B nosuposke 1 - 1,5 mr/kr/cyt, S-ruapoxcurpunrtodan (10
Mmr/kr/cyt) (mpemapar B Poccuiickoit ®enepanmu B HacTosllee BpeMs HE 3aperHCTPHPOBaAH),
5-hopmunterparuapodonar (kanpius ¢ponuHaT xk,BK - Kom ATX: VO3AF) B cpenneit no3e 25 mr/cyT, B
HEKOTOpBIX cllydasx nauvera c orpaHuueHneM PA u donuenas kucinora xk,Bk (Kog ATX: BO3BB)
(Tabmuma 7).

Tabnuua 7 - Cxema Tepanuum npu pasnuyHbix BH4 aedpuunTHBLIX cocTOsIHMAX (C
DA n 6e3 NpA) <*>

\ Cpencrsa BH4 | L-nomna | Kap6 S-ruzipokcu Huerac | DonueBas
@epmeﬁm\ \Tepanm uaon |Tpunrodpad <**>| HHU3KUM KHCJIOTa
a DA

GTPCH + + + + - -
DRD/ayTocoMHO-10MHUH n N i i ]

antaeii Tun GTPCH

PTPS ymepennast popma [+ - - - - -

PTPS tsxenas popma  + + + + - -

DHPR - + + + + +

SR - + + + - -

PCBD + + + + - -

<*> Tabnmuia cocrasiieHa no gaHueM N.Blau 2014.
<*#*> [Ipenapat He 3aperucTpupoBaH B Poccuiickoit deneparuu.
4. Peabnnutaumns

PeaOunuranmoHHble MEpONPHATHS HAIpaBiICHbI HA YJIy4YIIEHUE KOTHUTHUBHBIX M PEUYEBBIX
(GyHKIUH, ICUX03MOIIMOHATBHOTO COCTOSTHUS, COITHAILHOM a/lanTaIliH.

5. MpodmnakTuka

5.1 NMpodunakTuka
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[Tpopunaktuka QGEHUIKETOHYPUH U TuUnepeHWIaATaHHHEMUH HPOBOJUTCA B HECKOJIBKUX
HaNpaBJICHUAX:

- IPOCTIEKTUBHOE MEINKO-TEHETUYECKOE KOHCYJIBTUPOBAHNE Tap, IUIAHUPYIOMINUX OEPEMEHHOCTh C
pexomMeHaanuen o0cie10BaHus Ha TeTepO3UrOTHOE HOCUTENBCTBO YacThlx MyTtanuii B rene PAH. Ilpu
BeigBieann DOKY B cempe - O6CJ'I€)IOBaHI/Ie POACTBEHHUKOB [JiId YTOYHCHHUA TCTCPO3IUTOTHOI'O
HOCHUTEJIBCTBA MyTallUy;

- B cembe, rne umeercs pebeHok ¢ DKV, mpu mnocienyromeil OepeMEHHOCTH IpOBEAECHUE
MpeHaTaTbHON IUArHOCTUKHU ISl ONIPEeIICHHs HATMYHsl TATOJIOTHH Yy TUI0AA;

- MIPOBEJICHUE HEOHATAJIBHOTO CKpUHMHra c¢ oxBaroM 100% HOBOpPOXXKIEHHBIX, MO3BOJISIOLIETO
PpaHO BBLISABUTH 336OJICB3,HI/IG, CBOCBPCMCHHO Ha4daTb JICUCHUC U n30€XaTh TIKEIBIX HpOﬂBJ’IeHI/Iﬁ
MaTOJIOTHH;

- mporIIaKTHKA POXKACHHS JETEH ¢ CHHAPOMOM '"MAaTepUHCKOW (HDEHMJIKETOHYpHH'" OT >KCHIIWH,
6o1pHBIX DKV, myTem opraHu3anuu MCUXOIOTUYECKOM MOMOIIH I€BOYKAM-TIOAPOCTKAM IO BOIPOcam

HE00XOIMMOCTH COOJIIOJICHUS CTPOTOM rUnoeHIIaIaHHHOBOM TUETHI B IyOepTaTHBIN MEPUOI, a TAKKE
KOHCYJIBTaTUBHOM ITOMOLIY 110 BOIIPOCAM IIJIAHUPOBAHUS CEMbU U OEPEMEHHOCTH.

5.2 lncnaHcepHoe HabnwgeHne
3aboeBanue JUArHoCTUPYETCA B PE3yJIbTaTC HCOHATAJIIBHOI'O CKPHUHHHI'A, BBISABIICHHBIC OOJILHEBIE
HaxoddATCsd Ha AUCIHAaHCECPHOM Y4HC€TEC B MCIAHUKO-TCHCTHYCCKUX MECHTpaAX (KOHchIBTaI_II/IHX), rae

Ha3HaAy4aeTcs JICUCHHE, BKIIOYAIOUIEe JTUETOTEPANHNI0 U OCYIIECTBIISIETCS KOHTPOJIb 3a aJ€KBAaTHOCTHIO
€ro NPOBEACHHUS.

- Pexomennyercs cnenyromas cxema KOHTpoJs 3a cogepkanueM @A B kposu y 601abHbIX DKV

- B BO3pacTe /10 3-X MecsIeB - 1 pa3 B Heaemo (10 MOTydYeHHs CTAOMIIBHBIX PE3yJIbTaTOB) M J1ajiee
1 pa3 B 10 gnei,

- ¢ 1 roga 1o 6 net - He MeHee 2 pa3 B MecHll,
- ¢ 7 no 12 ner - He MeHee 1 paza B mecsll,
- mocyue 12 ner - 1 pa3 B 2 mec4iia,

TepaneBruueckuil auanazoH ypoBHSI DA B CBHIBOPOTKE KpPOBHM MOXET OBbITh pacHIMpeH B
3aBUCHUMOCTH OT BO3pPAcTa U OCIA0JICHUS JUESTHICCKUX OrpaHNYCHH (Tabnwmia §).

Ta6bnuua 8 - PekomeHayemMbin ypoBeHb ®A B CbIBOPOTKe KPOBMU Yy 605bHbIX PKY,
HaxoAsALWMXCS Ha NleYeHUH

Bo3spacT u neproipl )KU3HU MAIMEHTOB Yposenr A

MKMOJIB/JT MT/ U1
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0 - 6 et 120 - 360 2-6
7 -9 ner 120 - 360 2-6
10 - 12 ner 120 - 360 2-6
13 - 15 ner 120 - 600 2-10
16 - 18 ner 120 - 900 2-15

Ha ¢one nedyenuss HEOOXOIUMO NPOBOIUTH KOHTPOJb 332 HYTPUTHUBHBIM CTAaTycoM OOJIBHOTO,
(GU3NYECKUM W HMHTEIUICKTYAIbHBIM pa3BUTHEM. bonbmmHCTBO amereit ¢ @KV Haxomsarcs Ha dsrame
aMOyJIaTOPHO-MOJUKIMHUYECKOTO HAOIO/IEHUs, TJI€ OCYLIECTBIISAETCS KOHTPOJb 332 COCTOSHUEM HX
3I0pOBbsl C MPHUBJICYCHHUEM Bpadell CIEUUATUCTOB, HCIOJIb30BAHUEM (DYHKLIHOHAIBHBIX METOJI0B
uccnenoBanus (Y3U, 99T, MPT), a Taxke KOHTpOJIb KIMHHMKO-JIAOOPATOPHBIX IMOKa3aTenei (obmue
aHaJM3bl KPOBU U MOYH, OOIIMI OEJOK M ero (pakiuu, Mo MOKa3aHUSAM JIMIMUAHBIN Npoduis, riIroKo3a,
(beppuTHH, KpeaTHHHH, CHIBOPOTOYHOE JKEle30 M 1p.), | pa3 B roay peKOMEHAyeTCs HCCIEeNI0BaTh
AMUHOKHUCIIOTHBIM CIIeKTp KpoBU. OOUIMi aHaM3 KPOBH PEKOMEHIYETCs JiejaTh He pexke 1 paza B 6
MecsIeB, onoxumuueckuii - 1 pas B ron. Koncymnpramus neuxosnora ais 6onpHEIX @KV moapocTrkoBoro
BO3pacTa sBISETCA 00s3aTEIbHOM U JI0JKHA MPOXOJUTH exerofHo. Konrpons ¢pochopHo-KaabIMeBOro
obOmeHa (kKaibluid, hocdop, OCTeOKaIbIUH, TAPATTOPMOH U JIp.) JODKEH MPOBOIUTHCS ¢ 1 roAa KU3HU.
[TanmenTam crapiie 13 sieT peKOMeHyeTcsl IPOBEAEHUE JEHCUTOMETpUH | pa3 B rof.

JHeBoukam ¢ @KV pekoMeHyeTcs oIepKuBaTh coaepkanue @A B KpoBU Ha ypOBHE 10 4 MI/m
(240 MKMOTIB/II) HE3aBHCHMO OT BO3pacTa C IEJIbI0 NPOPHIAKTHKH B JalbHEHIIEM CHHIpPOMA
"MaTepuHCKOU (eHmIKeToHypun" y Oyayuiero notomMctsa [8, 22, 23].

6. lononHuTenbHas UHcopmauua, BNusOLWana Ha Te4yeHue n ucxon 3aboneBaHus

6.1 Ucxoabl n nporHos

[Tporno3 3aboseBaHUsl 3aBUCHT OT CBOEBPEMEHHOW JMArHOCTHKH, MaKCHMAJIBHO PaHHETO
Ha3HA4YeHUs JUETOTepallii U aJIeKBaTHOTO €€ BBIMOJHEHUS W KOHTpoJs. bonblioe 3HaueHHe MMeeT
IIPUBEP)KEHHOCTh JICUCHHUIO BCEX YJICHOB CEMbU OOJIBHOIO, a B JAJIbHEHILEM - U caMOro HalueHTa, A
3TOr0 HEOOXOAMMO OpPraHHW30BaTh ICUXOJIOTO-NEJIArOrMYECKYl0 MOJJIEPKKY, KOTOpas JOJDKHA
HAYMHATBCA C MOMEHTA POXKJICHUS OOJIBHOTO peOeHKa.

B cimyuae HecoOmoJeHHS pPEKOMEHIAIMA 1O JUETOTepanrd M HEAOCTATOYHOM KOHTpPOJIE 3a
ypoBHeM DA B KpPOBH MOTYT UMETh MECTO TaKHU€ OTJAJCHHBIC IOCJIEICTBUs, KAaK CHIDKCHHBIN
KOd(DPUIMEHT HMHTEIJIEKTa, HAPYIICHUS pPEYd W TaMsITH, MPOOJEeMbl ¢ KOHIEHTpAIlMell BHUMAaHUS,
paccTpoiicTBa MOBEICHMUS.

B cjIydae, €CJIM IMallUCHTbl HEC NPUHUMAKOT CIICHUAIIN3NPOBAHHBIC aMHWHOKHUCIOTHBIC CMCECHU 0e3
(beHI/IHaHaHI/IHa, a4 HaxoOdATCd Ha HAUCTC C PE3KHUM OIpaHUYCHUCM BBICOKOOEIIKOBBIX MMPOAYKTOB,
BO3MOXHO Pa3sBUTHC CHUMIITOMOB XpOHH‘IGCKOfI HCAOCTATOYHOCTH IUTAHUA, HYTPUTHBHOTI'O Z[G(I)I/ILII/ITa
BUTAMHWHOB, MaKpO- 1 MUKPOSJICMCHTOB U APYTUX 3CCCHIIHUAJIBHBIX (1)aKTOpOB.

Jns knaccuueckoit @KV, BbIsIBIEHHOW B NEpBble HENENH XU3HU peOeHKa, MpU COONIOJAECHUU
peKOMeHAaUui Bpadel MO JIEYEHHMIO0, IPOTHO3 MO 3a00iIeBaHUIO OJaronpusATHbIM. JleTn mnocemaror
MaccOBBbIE€ JIETCKHE U 00pa30BaTeNIbHBIE YUPEKICHHs, 3aHMMAIOTCSI B JIOMOJHUTENIBHBIX KPYXKKaX, B
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ﬂaﬂbHeﬁHleM MOCTYIAKT B BBICIIHEC y‘le6HBIe 3aBCACHUA.
KpuTepumn oueHKM KauyecTBa MeAULIMHCKOM NOMOLLMU

Ta6bnuua 1 - opraHVI3aL|,VIOHHO-TEXHVI‘IeCKVIe ycnoBuss OKa3aHusi MeAULMHCKOMN

noMoLuum.

BI/II[ MCI[I/IIIHHCKOfI oMo CIICHUAJIM3NPOBAaHHAsA, B TOM YHCJIC
BBICOKOTCXHOJIOT'MYHAas1, MEIUIINHCKAas1 IIOMOIIb

Bo3spactaas rpynmna NETH

VYci1oBusa okazaHusg MEIUIIUHCKONU

CTAIlMOHAPHO, B JHEBHOM CTalllOHApE
TTOMOTITHA I PHO, B 1 H p

dopma oKa3zaHUsI MEAULIUHCKON
IIOMOIIIN

IJIaHOBas

Ta6bnuua 2 - Kputepum oLeHKM KayecTBa MEAULIMHCKOW NOMOLLMU

N Kputepun kauectna Cuna YpoBenb
pekoMeH/1a | yOeauTenbHOCT
1005071 u
JI0Ka3aTeJIbCTB
1. | BolmosHeH HEOHATAJIBHBIN CKPUHUHT A I

Brimonneno OIIPEACIICHUC YPOBHA AMHWHOKHUCIOT U
OpTraHHU4YCCKUX KHUCJIOT B CBIBOPOTKEC KpOBU H

2. A I
NAaTOJIOTUYECKUX ~ METAa0OJIMTOB ~ MOYE  METOJIOM
TaHJAEMHON MacC-CIIEKTPOMETPUH

3 BoinoniHeHO — ompezeneHue  YyBCTBUTEIBHOCTH K C I

CaIpoNTEepuHy

BrinonHeHno HazHaueHue runoeHmIaIaHuHOBas IUeTa
4. |mox xoHTposeM (¢eHunasaHuHa KpoBU U Koppekuus | C II
He pexe 1 pa3a B 3 mecsana

[IpoBenena Tepanusa canpontepuHoM 1npu BH4

5. | 4yBCTBHUTEIBHON dopme (npu orcyrcTBuH | C II
MPOTUBOMOKA3aHUIN)
6 Boinonnena koHTposib (eHMIalaHUHA B KPOBH HE C 1
" |pexe 1 paza B 3 mecsia
Cnucok nutepaTtypbl
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Metab Dis. (https://www.ncbi.nlm.nih.gov/pubmed/?
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ment+with+oral+sapropterin

(6R-tetrahydrobiopterin)%3 A+a+phase+11%2C+multicentre%2C+open-label%2C+screening+study+B.
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[Ipunoxenue Al
COCTAB PABOYEN I'PYNNbI

1. BapanoB A.A. - akagemuk PAH, mpodeccop, a.m.H., [lpeacemarens Hcmonkoma Coroza
neauarpos Poccum.

2. HamazoBa-bapanoBa JI.C. - akamemuk PAH, mpod., n.m.H. 3amectutens Ilpencenarens
Ucnonkoma Coro3za neauatpos Poccun.

3. bopoBuk T.3. - 1.M.H., ipod., wien Mcnonkoma Coroza neauarpos Poccum.
4. bymyesa T.B. - n.m.H., unen Coro3a neauatpos Poccun.

5. bakynuna E.I'. - K.M.H., 4ieH AccolHaiuy MEIUIIMHCKUX T€HETUKOB

6. 'omuxunaa T.A. - K.M.H., 4JIeH AcCCOIMai MEIUIMHCKNX TSHETUKOB

7. I'ynnaposa I1. - aciupast
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8. lenncenkoBa E.B. - k.M.H., 4ieH AccolMalui MeIUIIUHCKUX T€HETUKOB

9. Xypxosa H.B. - k.M.H., unen Coro3a neauatpoB Poccun

10.
11.
12.
13.
14.
15.
16.
17.
18.
19.
20.
21.
22.
23.
24.

25.

3axaposa E.1O. - 1.M.H., pod., 4wieH Accoluanuu MEIUINHCKUX TeHETUKOB
3BonkoBa H.I'. - k.M.H., unen Coro3a neauatpos Poccuu.

Kyzenkosa JI.M. - 1.M.H., ipod., uneH Mcnonkoma Coro3a nenuarpoB Poccum.
Kyues C.U. - n.m.H., npod. wieH-kopp. PAH.

Jlapono K.C. - n.m.H., ipod., unen Coro3a nenuatpoB Poccun

Jlszuna JI.B. - K.M.H., 4iieH AccollMaiui MeIUIIUHCKUX TeHETUKOB
Marynesuu C.A. - 1.M.H., WwieH ACCOLMAIMHI MEIUIIMHCKUX T€HETUKOB
Hazapenxko JLIL. - x.M.H., pod., wieH Accoruaniuy MeTUIITHCKAX TeHETHKOB
Huxomnaesa E.A. - n1.M.H., ipod., wieH Accoruanui MeTUITMHCKIX TeHETHKOB
Huxonaesa E.b. - 1.M.H., uien Coro3a neauaTpoB

Hukutuna H.B. - K.M.H., wieH AccolManuy MEAUIIMHCKIX T€HETUKOB
Hosuxkos I1.B. - a.M.H., mpod., 4ieH Accoluanuu MeIUINHCKUX TeHETUKOB
[TonsixkoB A.B. - 1.6.H., mpod., @wieH Accoluanuu MEIUINHCKUX TeHETUKOB
[TymkoB A.A. - k.0.H., uneH Coro3a neauarpos Poccun.

Pomanenko O.I1. - 1.M.H., ipod., WwieH Accolmanui MeIUIIMHCKUX TEHETHKOB

CaBoctpsiHOB K.B. - k.0.H., uien Coro3a neauarpoB Poccun.

ABTOpPBI MTOATBEPIKAAIOT OTCYTCTBUE (DMHAHCOBOW MOIJEPKKH/KOH(IUKTa UHTEPECOB, KOTOPBIH
HE00X0IMMO 00HAPOI0BATh.

[Ipunoxenne A2

METOLONOMA PASPABOTKN KITMHUYECKNX PEKOMEHOALIUA

L[eJ'IeBaH AyJAUTOPUA JaHHBIX KIMHUYCCKUX peKOMeHHaHHﬁZ

- Bpaiuu eJuaTpsbl
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- Bpauu 0o0111el ceMeHOM MpaKTUKH (CeMeitHas MeIUIIMHA)
- TEHETUKH

- IUETOJIOTH

- HEBPONATOJIOTH

- MEIMIIMHCKHE TICHXOJI0TH

- neexTosorun

Ta6bnuua N1 - YpoBHM yOeauTenbLHOCTM fOKa3aTeNnbCTB

YpoBHHU HUcTounuk nokasaTeiabCcTB
yOeIUTENIbHOCTH
JI0Ka3aTeIbCTB
I(1) [IpocrniekTUBHBIE paHAOMU3UPOBAHHBIE KOHTPOIUPYEMBIE UCCIIEIOBAHUS

JlocTaTto4HOE KOIMYECTBO MCCIIEIOBAHUN C JOCTATOYHOU MOIIHOCTBIO, C
ydacTHeM OOJBIIOr0 KOJMYECTBA MAIIMEHTOB M MOJIy4YE€HHEM OOJIBIIOrO
KOJIMYECTBA JAHHBIX

Kpynueie meta-ananussl

Kak MHUHUMYM OJHO XOpOIIO OpPraHU30BAHHOE PaHIOMHU3UPOBAHHOE
KOHTPOJIMPYEMOE UCCIIEJOBAHNE

PenpesenTtaruBHas BHIOOpKA MAIUEHTOB

I (2) [IpocriekTHBHBIE C paHOOMM3alMe WM 0e3 HUCCIEeNOBaHHS C
OTrpaHUYEHHBIM KOJIMYECTBOM JaHHBIX

Heckonpko uccaemoBalnii ¢ HeOOIBINM KOJIHYECTBOM MTAIIMEHTOB
Xopouo OpraHu30BaHHOE MPOCIIEKTUBHOE UCCIEA0BAHUE KOTOPTHI
Merta-aHanu3bl OrpaHUYEHBI, HO POBEACHBI HA XOPOIIIEM YPOBHE
Pe3ynbpTaThl HE IPE3eHTATUBHBI B OTHOIICHUH 1EJIEBOU MOIMYJISLIMU
Xopo1110 OpraHu30BaHHbIE UCCIIEI0BAHUS "CIy4ali-KOHTPOJIb"

I (3) HepannomMuzupoBaHHbIE KOHTPOJIMPYEMbIE UCCIICI0OBaHUS
HccnenoBanus ¢ HEOCTaTOYHBIM KOHTPOJIEM

PannomMu3upoBaHHbIlE KIMHUYECKUE HCCIEAOBAHUS C KaK MUHUMYM 1
3HAQUUTENBHOM WM  KaKk  MHUHUMYM 3 HE3HAUYUTEIbHBIMU
METOIOJIOTHYECKUMHU OIINOKAMHU

PerpocniexkTuBHBIC MK HAOIIO1aTETBLHBIC UCCIICIOBAHUS

Cepus KIMHHYECKUX HAOIIOIEHUI

[IpoTuBOpeunBBIE  JaHHBIE, HE  MO3BOJAOMUE  CHOPMHUPOBATH
OKOHYATENIbHYIO0 PEKOMEHIAIINIO

IV (4) MHeHue HKcHepTa/laHHble U3 OTYeTa  OSKCIEPTHOW  KOMHCCHH,
HKCHEPUMEHTAIBHO MOATBEPKIACHHBIE U TEOPETHUECKH 0OOCHOBAHHBIE

Ta6bnuua N2 - Cuna pekomeHagaumumn
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Cuna Onucanue PacumdpoBka

PEKOMEH T

anun

A PexoMenpanusi ocHoBaHa Ha BBICOKOM YpoOBHe | MeTon/Tepamnus epBOM
JI0Ka3aTeIIbHOCTH (xax MUHUMYM 1 | nuHUYM; 16O B COYETAHUU CO
yOeaurenbHas nyOnukanus I YPOBHS | CTaHIAPTHON
JI0Ka3aTeJIbHOCTH, MOKa3bIBaIOLIAsl | METOAMKOM/Tepanuen
3HAQUYUTEJIBHOE IIPEBOCXOJACTBO IIOJIB3BI  HAaJ
PHUCKOM)

B PekoMenpamusi ocHOBaHa Ha cpexHeM YpoBHe | MeTon/Tepamnus BTOpPOH
JI0Ka3aTeIbHOCTH (xak MHHHMYM 1 | muany; 5mbo mpu  OTKasze,
yoenutenbHas ~— myOnukamus Il ypoBHS | mpOTHBONOKa3aHUH, WIH
JIOKa3aTeJbHOCTH, nokassiBarolias | HeappeKkTUBHOCTH
3HAYUTENIBHOE TPEBOCXOACTBO IOJB3bl  HaJ | CTAaHAAPTHOMU
PHUCKOM) METOMKH/Teparnuu.

Pexomennyercs
MOHUTOPHUPOBAHUE

TOOOYHBIX SIBJICHUI

C Pekomenpanust ocHoBaHa Ha cinaboMm ypoBHe |Her Bo3paxeHuil mnportus
JOKa3aTeJIbHOCTH  (HO Kak  MHUHUMYM | |ZaHHOTO MeTO/J1a/Teparnuu
yoenurenbHas ~— myonukamus Il ypoBHS | MM HET BO3pakKeHUH MPOTHUB
J0Ka3aTEeNbHOCTH, MOKA3bIBAIONIAS | IPOIOJDKEHUS JAHHOTO
3HAYUTEIbHOE MPEBOCXOJCTBO TMOJB3bl  HAJ | METO/a/TEepanuu

PUCKOM) WM HET yOenWUTEeNbHBIX JAaHHBIX HU O | PekoMeHJ0BaHO mpu OTKasze,

T0JIb3€, HU O PUCKE) MIPOTUBOIIOKA3aHUH, 583071
Hed(hPeKTUBHOCTH
CTaHJIapTHOMU
METOIMKH/Tepanui, npu
YCIIOBUH OTCYTCTBHS

000YHBIX AP PEKTOB

D OtcyrctBue yOenutensHbix myOnukanuii I, II|He pexomennoBano
WA III YPOBHSA JI0Ka3aTeJIbHOCTH,
ITOKA3bIBAIOIIMX 3HAYUTEIBHOE INPEBOCXOJICTBO
MOJIb3bl  HAJ PUCKOM, MO0 yOeauTeabHbIE
nyomukarun - I, I wmm Il ypoBHs

JI0Ka3aTeIbHOCTH, MOKa3bIBAIOIINE
3HAUYUTEIBHOE  NPEBOCXOJACTBO pUCKA  HaZX
MOJIL30H
[Tpunoxenue A3
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CBA3AHHbIE JOKYMEHTbI

1. INpuka3z Munsapasconpa3sutuss PO N 185 ot 22.03.2006 roma "O maccoBoM 00cieI0BaHUU
HOBOPOXICHHBIX JCTECH Ha HACIICICTBEHHBIE 3a00JIeBaHms".

2. [Tpuka3z MuHMCTEpCTBA 3PaBOOXPAHEHUS U COLMAIBHOTO pa3BuTus PO ot 16 anpens 2012 r. N
366H "O06 yrBepxkaenuu [lopsnka okazaHus neauaTpuIeckon moMomm"

3. Ilpuka3 MunucrepctBa 3apaBooxpaHeHuss P® "OO6 yreepxkaeHun Ilopsaka okazaHus
MEIUIIMHCKOW MOMOIIN OOJIBHBIM C BPOXKJIEHHBIMU W (WJIM) HACIEJACTBEHHBIMH 3a0oneBanusiMu" ot 15
HOs10ps 2012 1. N 917H

4. Tlocranosnenne IlpaButensctBa Poccuiickoit deneparuu ot 9 anpens 2015 roma N 333 "O6
yTrBepxkaeHuu [IpaBun popmMupoBaHus nepevHs CHelUaln3upOBAHHBIX MPOAYKTOB JIEYEOHOTO MUTAHUS
IUIA JeTei-UHBAIUIOB"

KP337. bonesoii cunapomM (bC) y aereit, Hykarommxcs B NAJJIMATUBHON MEIUIIMHCKOW IIOMOIIN
(http://cr.rosminzdrav.ru/#!/schema/886)

IIpunoxenue b

ANrOPUTMbl BEAEHUA NALIMEHTA
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DuarsocTeica MDA
(HEOHATAABHBIRA CHEWMWHE, MOAERYAAPHAA
OHArHOCTHES, AWibe PEHLMANNHAA QMarHoCTHE)

-

}

HoncyneTauma
NROSHHABHOND
CIELANNCTS

TepanuaA amByraropHo Nog
HIGNDAEMHEM Bpaya

:

Jucrancepmos Habmotemme o

JETEHHE & MEPHOTHTeCkIng
EOHTPOOEM B CICUHATHINPOBAHNOM
YO pEsEIE I

[Ipunoxenne B
MHO®OPMALIUA ONA NALMEHTOB

@DEeHMIKETOHYpUsL - 3TO HAcIeICTBEHHOE 3a00JIeBaHME, XapaKTepHU3ylolleecs HapylIeHHEM
MeTabonmu3ma QeHnIamaHnHa (He3aMeHUMasi aMUHOKHCIIOTa, KOTOpast He CHHTE3UPYETCS B OpraHU3Me,
MOCTYTAET C MUIIEH ¢ MPOJAYKTAMH XHBOTHOTO TIPOMCXOXICHUS, B TOM YHCJIE C TPYAHBIM MOJIOKOM U
JE€TCKUMHU MOJIOYHBIMU CMECSMMU).

[Tpu oTCcyTCTBHM CBOEBPEMEHHOM TUArHOCTUKHU U JIEUEHHUs 3a00JeBaHUE MPOSBILETCS OOBIYHO B
Bo3pacTe 2 - 6 MecsleB NpU3HAKAMHU IOPAKEHUS LEHTPAJIBbHON HEPBHOM CUCTEMBI - POIUTENIEH
OECIOKOUT BSUIOCTh peOeHKa, OTCYTCTBHE HMHTEpeca K OKPYXKAloIeMy, HHOTAA MOBBIIICHHAS
pa3ApaKUTENbHOCTh, OECITIOKOWCTBO, CPBITMBAHUS, HAPYIICHHE MBIIIEYHOTO TOHYyCa (Yalle MBIIIeUHas
TUINOTOHMSI), TPU3HAKH aTOMHWYECKOro JepMaTuTa, 3aJep’KKa ICUXOMOTOPHOIO pa3BUTHS, HHOI/A

KoHcynbTaHTINOC
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"KnuHnueckune pekomeHaaunm "®eHnNKeTOHypus U HapyLleHus [lokyMeHT npegocTaner KoncynsTaHTilntoc
WAL
obMeHa TeTparuapobuonTepuHa y aeten nara C—y—oxpaHEHm: >4.10.2020

(yTB. MuH3gpasom Poccun)

cynoporu. C BO3pacToM JIeTH UMEIOT TKENOe MOpakeHWe HEPBHOM CHCTEMBI, BIJIOTh 0 YMCTBEHHOMN
OTCTANOCTU M dmuiencur. [Ipu CBOEBpeMEHHO HAa3HAUYEHHOM IMAaTOTCHETUYECKOM JICUCHUHU KaIOObI
UMEIOT 0oJiee JIETKUI XapaKTep WiIH OTCYTCTBYIOT.

C menpro paHHEH AWArHOCTUKH M MPO(UIAKTHKH PAa3BUTHUS YKa3aHHBIX CHUMITOMOB IPOBOIHTCS
HEOHATaJbHBIA CKPUHUHT, PE3YJIbTaThl KOTOPOrO COOOIIAIOTCS POAUTENSAM IO Telne(oHy.

POI[I/ITGJ'II/I 00513aHBI BHUMATEILHO OTHECTHCH K HOHy‘lCHHOﬁ 13 HCHTpa HCOHATAJIbHOI'O CKPUHHHT'a
I/IH(i)OpMaI_[I/II/I U HEMCIJICHHO SIBUTBHCA HA IMPUEM K Bpady /MU CBI3aThCId ¢ HUM IIO Teﬂeq)OHy, Jaxe
eClin 'y peGeHKa OTCYTCTBYIOT KIIMHUYCCKHUC CHMIITOMBEIL. Pemienne o0 Ha3HAa4YeHHU H XapaKkTepe
AUCTOTCpAIIM TPUHUMACT Bpay.

Jlumerorepanusi, OCHOBaHHasl Ha PE3KOM OTpaHUYCHUH (PEHMITAJaHWHA B pallioHe OOJBHBIX JMEeTel
3a CYET MCKJIIOUEHUSI BBHICOKOOEJIKOBBIX MPOJIYKTOB, MOJIKHA ObITh HayaTa HE MO3JHEe MEPBbIX HEAeNb
KHU3HM peOEHKa C LeNbl0 JOCTHXKEHMS MaKcUMajbHOH s¢¢exTtuBHOCTH sedyeHusa. Henocraromee
KOJINYECTBO O€JIKa BOCIIOJIHAETCS 33 CUET CIEeLUATN3UPOBAHHBIX J€UEOHBIX MPOIYKTOB, YACTUYHO HIIU
MIOJTHOCTBIO JIMIIEHHBIX (DeHMIIaTIaHuHA.

HasHaueHne mMaTOreHeTHYeCKOH IUeTOTEepanuyl C TEPBBIX JTHEH JKU3HM peOeHKa ompeaesseT
0JIarOMPUSITHBINA MTPOTHO3 T€UEHUST (DEHWIIKETOHYPHH.

YauteiBas aYTOCOMHO-peHeCCI/IBHHﬁ THUIT HACJICAOBaHUA U BBICOKHIM PHUCK IMOBTOPHOI'O POXICHUA
B CEMbe OOIILHOrO pe6eHKa, IMOKa3aHO MEUKO-ITCHETHYECKOC KOHCYJIbTUPOBAHHUE ceMeii.

[Tpunoxenue I'
[Tpunoxxenne I'1

CXEMA
METABOJIMMECKUX NMPOLIECCOB, NPUBOAALLNX K PASBUTUIO
rTMNEP®EHUNANAHUHEMUN (PEHUNTKETOHYPUN)
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Puc. 1 - Peaknust 1 - mpeoOpa3oBanue (eHHIATIaHUHA B TUPO3UH MMOJ JieiicTBUeM (epmeHTa
¢denmnananuaruapoxcuinassl (PAI); 2 - TerparuapoOuontepun (B npucyrctBuu Fe2+ mox aerictBuem
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[okyMeHT npepoctasneH KoHcynbraHTlntoc
[aTta coxpaHeHus: 24.10.2020

(bepMeHTa JUruApOOHONTEpUHPEAYKTA3bl OKUCIIAETCS 1O 00pa30BaHuUs TUTUIPOOUONITEPHA).
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Ponw TeTpaFI/II[p06I/IOHTepI/IHa B THAPOKCUIIMPOBAHHUHU apOMATHYCCKUX aMUHOKHUCIIOT

Puc. 2 - Merabonusm TeTparupoOuonreprHa.

[Ipunoxenue 12

CXEMA HEOHATAJIbHOIO CKPUHUHIA HA ®EHUJTIKETOHYPMUIO [11]
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[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

Pomumsmetit goM (cTansoHap, TOMHETHHHEA )

Cbop obpasnor kpoen, goctarka 8 MIK

!

JlabopaTtopua maccororo ckpuanara MIK

Onpegenenne DA B cvxoM NIATHE KPOBH

DA =2,0 urign ©A 2,1-4,0 mr/gn £4.2 4.0 Mrign
baaHE-peIecT TIpHTIAMEHAE

pederka B MIK,
TNpOEEICHAE
VTOYHAROMEH
OHATHOCTHEH

¥ | |
ana—{ DA =2,0 Mr/gn ] [ A >2 0 Mrinn ]_’

’ $A 2.1-10.0 Mr/gn l ‘ $A 10,1-20,0 Mr/gn W ‘ DA =20 Mg ’

I I
| ! } '

Jlerxas THA Iltepmn- Viepommar DKV KnaccHueckan
3agHCHMadg I PA PKY

| ! ! ‘

HabmrogeHEe B MEIHED-TEHETHIeCKOH KoHCyasTansH (MIK)
MeTHKO-TEHETHIECKOE KOHCYIETHPOEAHHE

+

[Tpunoxxenue 1'3
NMPABUNA B3ATUA KPOBU Y HOBOPOXOEHHOIO

B3siTe KpoBU y HOBOPOXKIEHHOTO MPOBOIUTCS Ha 4 - 5-i1 IeHb KWU3HU (y HEJIOHOIICHHBIX JETEH
Ha 7-f IeHb KHU3HHU), HO HE paHee YeM uepe3 2 JHs MOCie Havyalla JHTepaIbHOTO MUTaHus. B3sitie kpoBu
paHee 4-x [HEW OJKU3HM HEXENaTeJIeH u3-3a OOJBIIOTO YWCIA JIOXKHOIMOJOKHUTEIBHBIX H
JIO’)KHOOTPUIIATEIIBHBIX PE3YyJIbTaTOB TECTUPOBAHMUS.

OO6pazenr kpoBu OepyT M3 MATKU HOBOPOXKICHHOTO pedeHka yepe3 3 dJaca IMmocjae KOPMIICHUS.
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[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

[TpenBapuTensHO HEOOXOAUMO COTPETH CTOMY pedeHKa, 00epHYB €€ B MOJIOTEHIIE, CMOYSHHOE TEIUIOH
Bonol (He BhImIe 42 rpaaycoB) HAa | - 2 MHUHYTHI, 3aT€M NPOTEPETh OOJIACTH MYHKIMH CTEPHIBHOM
cangetkoii, cmoueHHor 70% crnuprom. Bo nzbexxanue remonnsa KpoBu 00pabOTaHHOE MECTO CIIEAYET
MIPOMOKHYTH CyXOW CTEPHIIbHON Call(heTKOM.

Mecto mpokosia pacroyioK€HO MEIUAIBHO OT JIMHUM, MPOBEIEHHOH OT OONBLIOro Majbla A0
ISATKU, WIK JIaTepaibHO OT JUHUHU, IPOBEJCHHON OT MU3MHIA 10 IATKH (3alITpUXOBaHHAs 00JacTh Ha
puc. 1). I'myOuHa myHKTUPOBaHMS HE JOJKHA MPEBBINIAT 2 - 5 MM, T.K. IpU OoJiee TIIyOOKOM MPOKOJIe
BO3HUKAET OMACHOCTh OCTEOMUEIIUTA.

‘o.

Puc. 1. B3stue o6pa3ua KpoBU U3 MSATKH HOBOPOXKIEHHOTO

[Tpokon ocyIIecTBIsETCS OMHOPA30BBIM cKapu(UKaTOpOM, MepBas Kariis KPOBU CHHUMAETCS
CTCpWIBHBIM CYyXHUM TaMIIOHOM. BTopas Karuisi KpOBM HAHOCHUTCS Ha TECT-OJIaHK, MPOIMUTHIBAEMBIN
KPOBBIO TIOJIHOCTHIO M HACKBO3b B yKa3aHHBIX MecTax (KpyxXku). UpesMepHOEe CHaBIMBaHUE MECTa
MIPOKOJIa MOXKET BBI3BATh T€MOJIM3 WM MPUMEIITNBAHKUE K 00pa3Ily TKAaHEBOU KUIKOCTH.

KpOBB HAaHOCHUTCA TOJIBKO Ha JIMOECBYIO CTOPOHY onanka. Ha KaXayro 00J1aCcThb KpOBb HAHOCUTCH
TOJIBKO OJHH pas. 3anpemeHo HacCJlauBaTb Ha YK€ HAHCCCHHYIO KPOBb BTOpOfI CJ'IOfI, 9TO HCKaXacT
PE3YIbTATBI UCCIICOOBAaHUA. Eciu KpOBH Majo, JIy4IlC IMPABUJIBHO 3aIIOJIHUTH MCHBIIC 06J'IaCTCI7I, = (%1
BCC, HO HCIIPABUJIBHO.

B cBsi3u ¢ TeM, 4TO CKPUHHUHT TTPOBOJUTCS HA HECKOJIBKO 0OJIe3HEH 0OMeHa, MATEH JOJKHO OBITH
He MeHee MATH. Bua nareH 1omkeH ObITh OJUHAKOBBIM ¢ 00€MX CTOPOH TeCT-OJaHKa.

bnaHk ¢ KpOBBIO BBICYIIMBAETCSI B TOPU30HTAIbHOM IIOJOKEHMHM HAa YUCTOM 00€3)KUpEHHOU
MOBEPXHOCTH B TeueHHe 3 4acoB Npu KoMHaTHOM Temmeparype (15 - 220 C). He nomyckaercs
COIIPUKOCHOBEHHE OJIAaHKOB MEXAy co0OW BO Bpems CymikH. Henb3s MCHONb30BaTh JHOObIE BHJIBI
HarpeBa OJIaHKa /711 YCKOPEHHS CYIIKHU (COJTHEUHBIN CBET, (eH, OaTtapes u T.I1.).

B oOMeHHO# KapTe HOBOPOKICHHOTO JIETAaeTCsl OTMETKA O TPOBEICHHOM 3a0ope KpoBu. B ciydae
OTCYTCTBHS B JOKYMEHTAI[M HOBOPOXKJIEHHOTO peOeHKa OTMETKH O 3a0ope oOpasia KpOBH, IPHU €ro
NOCTYIUICHUN TOJ| HAaOJIOAECHUE B JETCKYIO MHOJUKIMHUKY [0 MECTY JKUTEIbCTBA WIJIM HEPEBOAE IO
MEIUIIMHCKUM TIOKa3aHUsAM B OOJBHUYHOE YyupeXIeHue 3a00op oOpasla KpOBH OCYLIECTBIISIETCS B
YKa3aHHBIX MEIUIMHCKUX YYPSKICHUSIX B COOTBETCTBHM C PEKOMEHIALMSAMH. BBICYIICHHBIH
TeCT-OlaHK C 00pa3loM KpOBM OTHPABISIETCS C COOJIOACHHUEM TEMIIEpaTypHOTO peXrUMa B
71a00paTOPUI0 HEOHATAILHOTO CKPUHUHTA.

HenpaBunbHas moAroToBKa ManueHTa K B3STUIO KPOBU, HApyIIEHHWE TEXHUKH B3ATHS MPOOBI,
MpaBWJI XpPaHEHUsS M TPAHCIOPTUPOBKH OMOJOTMYECKOr0 Marepuayia, MOXKET MPUBECTH K OLIUOOYHBIM
pe3ynbTaTtaM J1abopaToOpHBIX HccleAoBaHUN. JIOKHOMONMOKUTENbHBIE PE3yIbTaThl CKPUHUHTA IPUBOAST
K YBEJIMUYEHHUIO KOJIMYECTBa HEOOXOMUMBIX IOBTOPHBIX HCCIEAOBAaHMM M pacxoja pEeaKTHBOB, K
HEOINpPaBJaHHOMY IICUXOJIOTMUECKOMY CTpecCy y poauTteineil. JIo)kHOOTpuLlaTeNbHbIE pe3yIbTaThl MOTYT
MIPUBECTH K TPOITYCKY CKpHUHHpYyeMoro 3abojeBanus. B mporecce HaOmroneHUs 32 peOSHKOM TeauatTp

www.consultant.ru Crpanuua 34 s 39
HafeXHasa npaBoBan noaAepXxkKa


http://www.consultant.ru
http://www.consultant.ru
http://www.consultant.ru
http://www.consultant.ru

"KnuHnyeckune pekomeHzaummn "®eHnIKETOHYpUS 1 HapyLLeHus
obmeHa TeTparugpobuonTtepuHa y getein"”
(yTB. MuH3gpasom Poccun)

[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

MOKET BBISIBUTH KIIMHUYECKHE CHMIITOMBI, XapaKTePHbIC JUIs HACIIEACTBEHHBIX OoNe3Heil 0OMeHa, Taxe
NPy OTPHLATEIBHBIX pE3yJibTaTaX CKPHHMHTA. B 3TOM cilyyae ciemyeT NpOBECTH YIIIyOJIeHHOE
oOcrieoBanue peOeHKa.

[Tpunosxxenue 1'4

XUMUYECKWUN COCTAB
CNEUMANTU3INPOBAHHbIX NMPOAYKTOB JIEMEBHOIO NUTAHUA
ANA BOJIbHbBIX ®KY (B 100 ' CYXOrO NPOAYKTA,

AnA XNOKUX NPOAYKTOB YKA3SAHO OTAEJIbHO)

HaumenoBanue npoaykra benok Kup, r YraeBoj | DHepreTuyeck
(7KBUBaJIECH BI, T ast IIEHHOCTb,
T), T KKaJ
[IpoayxTsl A AeTeid mepBoro rojaa
KU3ZHU
Adenunnax 131 13 25 52 485
Adenunax 151 15 23 51,7 474
23 B T.4.
Hytpuren 14 - phe PREMIUM1 14 TUTHKK 52 460
Anamukc XP LCP
MD w1 ®KY-0 13 23BTA. 59 495
JUITHXK
COMIDA-PKU A dopmyna + LCP | 11,8 274BTH. 556 1506
’ JUITHXK ’
[IpoayxTs! A 60apHBIX DKY
crapuie 1 roga
Adennnax 201 20 18 50,4 444
Adennnax 401 40 13,5 31 405
Hytpuren 301 30 0 54 336
Hytpuren 701,2 70 0 6,9 308
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[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

Hytpuren 751,2 75 0 1,3 305
Hytpuren 20 - phe PREMIUM1 20 18 48 434
Hytpuren 40 - phe PREMIUM1 40 13,5 28 393
Hyrpuren 70 - phe PREMIUM1,2 70 0 0-12 280
I1-AM 1 75 0 0 300
I1-AM 2 75 0 0 300
I1-AM 32 75 0 0 300
XP Maxkcameiin 39 menee 0,5 34 297
XP Makcamym 25 menee 0,5 |51 309
M3uden (100 m) 6,7 2,0 5,1 65

Jlodmexc (62,5 mn) 10 - 4,4 58

[1-AM marepuHckuii2 77,5 0 0 310
PKU Nutri 2 Energy 27 14 42 402
MD mun OKVY-1 20 0 73 372
MD mun ®KY-2 40 6,1 46,9 402
MD mun ®KVY-32 09,1 0 23 368
MD mun ©KYV IIpemnym2 69,1 1,9 23 385
COMIDA-PKU B ¢opmyna 31,1 15 40,6 422
EJ?%}IEQ'PKU B ¢opwmyna 31,1 142 40,5 419
ES}X;EQPKU B Gopmya 31,1 14,8 40,6 |42
g%::gg;'PKU B opmya 31,1 142 387|415
gggﬁ?ﬁflﬁghﬁf"wyﬂa 31,1 13,1 411|412
COMIDA-PKU B2 73 0 0,5 296
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[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

COMIDA-PKU C ¢opmyna 45 0 38,9 335
COMIDA-PKU C ¢opmyna 45 0 36 331
AnenscuH - JIuMoH

COMIDA-PKU C2 75 0 0,4 302
COMIDA-PKU C2 kancysl 75 0 0,4 302

1. CHICHUAIIM3UPOBAHHBIC ITPOAYKTBI OTCUECCTBCHHOI'O IIPOMU3BOICTBA.

2. crenuaaIu3upOBaHHbIC MMPOAYKTHI, KOTOPBIE MOTYT HCIIOJIH30BATHCS B IUETOTEPAITNH KEHIITUH C
OKYVY B neproj MpeKoHIENIIMOHHON OJITOTOBKY U BO BpeMsi OepeMEHHOCTH

ITpunoxenue I'S
TECT HA YYBCTBUTEJIbHOCTb K CANPONTEPUHY OUrMarPoXxnormay

TecTupoBaHHe NOTEHIUAIBHON YYBCTBUTEIBLHOCTU K CANPONTEPUHY U JAlbHEWIIee JeUueHUue UM
IIPOBOJIUT U KOHTPOJUPYET Bpad, KOTOPBIHA ocyuiecTBiseT HabmoaeHne nauueHToB ¢ ®KY. /lna 6onee
TIIATEJILHOTO KOHTPOJS TECT 1ieeco00pa3HO MPOBOJAUTH B CTAllMOHAPE, BO3MOXKHO JHEBHOTO
npeObIBaHUs, IIPH yIOBJIETBOPUTEIHHON KOMIUTAEHTHOCTH MaIMeHTa - amOynaTopHo [4, 5, 16, 20].

Llens TecTupoBanus - BeisiBUTH BH4 3aBucumsbie hopmer DA u onpenenuts 4yBCTBUTEIBHOCTD K
CamnpONTEPUHOM Y OOJIBHBIX ¢ Kinaccumueckoit DKV,

TecTupoBaHie BO3MOXHO ITPOBOAMTH 10 2-X JHEBHOW WIIM 7-MH JHEBHOM cxeme [25, 26].

Jlo3upoBKka mpemnapara BO BpeMs TECTUPOBaHMs cocTaBisieT oT 5 no 20 Mr/kr maccel Tena (B
cpenHeM 10 Mr/kr Maccel Tena), HEKOTOPHIE aBTOPbI PEKOMEHIYIOT MAaKCHUMANbHYIO TO3UPOBKY IS
npoBefeHUsl TecTUpoBaHus [26]. CyTo4Has [03a pacCUUTHIBAETCS WHAMBHUAYAIBHO U Ka)JI0TO
[alMEHTa B COOTBETCTBUHU C MHCTPYKIIMEH K Mpenapary.

[lepen npoBeaeHNEM TECTUPOBAHUS CTAaOMIM3UPYIOT cofepxaHue (peHusIallaHnHa B KPOBU IIyTEM
MoJJep>KaHUs MOCTOSHCTBA IMHUILEBOr0 palioHa B TeyeHue 4 - 5 AHEed A0 Hayajla TeCTa U B MEPHUOJT
TECTUPOBAHUS.

TectupoBaHne HauMHAIOT Ha QoHE cTaOmiIbHOTO YpoBHS DA KpOBH, NMPHU STOM PACCUHTHIBACTCS
cpelHee 3HaueHHe ABYX MokaszaTenedl DA, MOITy4YEHHBIX B pe3yjbTaTe IBYKPAaTHOTO B3SATHS KPOBH
nepes] Ha4ajaoM TeCTUPOBAHMS, CpPEHEe 3HAaUeHUE TOJDKHO OBbITh He HIbKe 450 MkMonb/1 (7,5 Mr%).

B nenp mepBoro mpuema mnpernapara HaTOIIak OepyT aHAJIW3 KPOBH M3 Majiblia HA (EeHUIIAAaHWH,
3aTeM peOEHOK MPUHMMAET PAaCcCUMTAHHYIO /103y Mperapara BMECTE C 3aBTPAKOM WM cpa3y Ke Ioclie
3aBTpaka. B Teuenue 2-x (unu 7-Mu) JHEH yTPOM B OJTHO U TO e BpeMs MMOCie 3aBTpaka (Hju BMeCTe ¢
e0i) peOeHOK MPUHUMAET MpernapaT, pa3BeIeHHbIN B TEIION BOJIE B COOTBETCTBHH C HHCTPYKIIUEH.

www.consultant.ru Crpanuua 37 mn3 39
HafeXHasa npaBoBan noaAepXxkKa


http://www.consultant.ru
http://www.consultant.ru
http://www.consultant.ru
http://www.consultant.ru

"KnuHnyeckune pekomeHzaummn "®eHnIKETOHYpUS 1 HapyLLeHus
obmeHa TeTparugpobuonTtepuHa y getein"”
(yTB. MuH3gpasom Poccun)

[JokymeHT npepoctasneH KoHcynbTaHTAOC
[aTta coxpaHeHus: 24.10.2020

[ToBTOpHOE B3ATHE KpPOBM MPOBOAAT Ha 3-i (unmu 8-if) neHp crporo Haromak. OTBET Ha
YYBCTBUTEIHHOCTh K MpENapaTy OIEHUBACTCS MO CTETICHH CHUKCHHsI KOHIIGHTpaluu (peHusIalaHuHa B
KpOBHU OOJIBHOTO TPH COOJIFOJICHUU CTaOWIBHON THMO(EeHWIATIaHUHOBOW AueThl. [lanueHTt cuwmraercs
9yBCTBHTEIBHBIM, €CITU pa3HuIa ypoBHsS DA, MOITYyYCHHOTO MO0 OKOHYAHHUH TIEPHOJIa OIEHKHA OTBETa Ha
JICYCHUE, M HCXOTHOTO ypoBHA DA mepe s HaganoMm nprueMa npernapara cocrapisier 30% u 6oee.

[Ipu cumwkenun ypoBHs DA Oonee 85% BbICOKa BEpOATHOCTb, 4TO y manueHTa [ DA,
00yCIIOBJIEHHAs HEOCTATOYHOCTHIO TeTparuapodbuontepruna (BH4).

BaxxHbIM yCIIOBHEM TECTHPOBAHUS SBISIETCS CTaOWIIbHAS TMHO(EHMIaTaHUHOBAsS JUETa C IIeIbI0
UCKJIIOUEHMSI €€ BIUSHUS Ha KojeOaHus koHueHTpauuu @A B KpoBu.

CxeMbl TeCTHpPOBAHUS TIPUBEACHBI B Tabimmax 1 - 2.

Tabnmua 1 - [IByxgHeBHas cXema TeCTMpOBaHuUA Ans  onpepeneHuvs
YYBCTBUTEJNIbHOCTMU K CanponTepuHy.
[Tpouenypsl o Tecra JlHu TecTupoBaHUA
I II 1 2 3 4
KpoBs HaToniak X X X X
[Ipuem npenapara + +
Ornpenenenue oTBera
1o pesysnbratam ©A v
KpOBHU
Tabnuua 2 - CemungHeBHas cxema TecTupoBaHus Aansa onpepeneHuns
YyBCTBUTENIbHOCTU K cCanponTepuHy
[Ipouenypsi o Tecra JHu TecTupoBaHust
2-X THEBHas cxema
I II 1 2 3 4 5 6 7 8 9
Kposb Hatomak X X X X
[Ipuem npenapara + + + + + |+ | +
Ornpenenenue oTBeTa MO X %
pesyabTaTtam @A KpoBuU

[ToBbiieHne TojepaHTHOCTH K mnuueBoMy DA Ha QoHe npueMa carnponTepuHa sBISETCA
MOKa3aHUEM JUIsl PACLIMPEHUs AUETHI, IPH 3TOM KOoHIeHTpauus DA B KpoBM He JOJKHA MPEBHILATH 6
Mr% (360 mxmonb/m). Ilpy KOMOMHHUPOBAaHHOM HCHOJB30BAHWU T'HI(EHUIATAHUHOBOM TUETHI U
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"KnuHnueckune pekomeHaaunm "®eHnNKeTOHypus U HapyLleHus [loKyMeHT npeaocTasnieH KoncynbTanTItoc
WAL
obMeHa TeTparuapobuonTepuHa y aeten nata C—y—ox paHenys: 24.10.2020

(yTB. MuH3gpasom Poccun)

CaliponTepruHa KOHTPOJIb 3a AaHTPOIIOMECTPUICCKUMU U OMOXHMUYECKUMU ITOKa3aTeIIMU HYTPHUTHBHOI'O
craryca HOJIZKHBL OBITh CUCTEMAaTUYCCKUM BO M30CKAHUE Pa3BUTHA ,Z[G(I)I/II_[I/ITE[ OCHOBHBIX 1 MHUHOPHBIX
MMUIICBBIX BEIICCTB, AJIMMCHTAPHO-3aBUCUMBIX COCTOSIHUM.

[Tpu HEOOXOMMOCTH JAUTEIbHAS MeIUKaMeHTO3Has Tepanus y 0oiapHbIX DKV, oTBeuwarommx Ha
JIEYEHUE CalpoITepuHa JUTHAPOXJIOPHUIOM CHMXKEHUEM ypoBHI @OA B KpOBH, IPOBOJMUTCI B
KOMOMHAIMM € JAMETOW HpPU HCIOIb30BAHUM AMUHOKHCIOTHBIX CMECEH, KOJIMYECTBO KOTOPBIX
OIIpeAeIseT Bpay.

[Tocme mpoBeneHUs TECTUPOBAHUS M TIOMYUYEHHUS IMOJIOKHUTEIBHOTO pe3yjibTara HEOOXOAMMO
MOATBEPAUTH €0 B XOJ€ JIIUTENbHOr0 HabmoneHus. [lannenTsl, nofydaronye canponTepud TpedyoT
TIIATEJIBHOTO KOHTPOJIS 32 COCTOSIHUEM UX HYTPUTUBHOTO CTAaTyca U IPYTUMU MTOKA3ATEIAMH 3I0POBBS.

Menukamento3nas tepanus npu BH-gepuuutabix cocrosHusx ¢ I'@A u 6e3 'OA: HaganpHas
71032 CcalponTepuHa AUTHIPOXJIopuaa y OoJbHBIX ¢ HexocratoyHocThto BH4 cocrammsier ot 2 o 5
MI/KT Macchl Tena npu npueMe 1 pas B aeHb. [Ipy Heo6XoauMoCTH 103a CapONTEPUHOM MOKET OBbITh
yBenuueHa a0 20 MI/KI Macchl Tejla B JIeHb, JUIS JTOCTHIKEHUS ONTHMAIBHOTO TEparneBTUYECKOTO
a¢(hekTa BO3MOKEH MpUeM npenapara 2 - 3 B JICHb.

[Tpunosxxenue I'6
PACLUN®POBKA MPUMEYAHUA

..JK - JIEKapCTBEHHBIH Tpernapat, BXoasamuii B [lepeueHb )U3HEHHO HEOOXOAMMBIX U BaKHEHIITHX
JICKapCTBEHHBIX IMpPENapaTtoB Juis MeAMLUMHCKOro mnpumeHeHus Ha 2016 ron (Pacmopsikenue
[IpaButensctBa PO ot 26.12.2015 N 2724-p).
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