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Knaccuueckaa peHUNKeTOHYypUa u apyrmve Buabl
runepgpeHunanaHMHeMuu
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"'vnepdeHnnanaHnHeMnn — HacneaCcTBeHHbIE ayTOCOMHO-PELLECCUBHbIE HapYLLEHWA 0BMeHa peHmnanaHnHa,
BK/IIOYatoLWME PEeHNNIKETOHYPUIO Npu AeduumTe deHnnanaHnHrinapokeunassl  BH4-gedunumtHbie GopMbl.
PexkoMeHOaLMsA NOCBSLLEHa PpaHHEMY BbISBMEHWIO, Pa3rpaHUYeHMo GOPM, MOXU3HEHHOW AneToTepanuu, Tepanmm
CarnponTEPUHOM Y HyBCTBUTENbHbIX MaLMEHTOB 1 HabNOAEHWIO, BKNOYaA BeAeHVe 6epeMeHHOCTH.

naBHoOe

« [10 ypOBHIO GeHnnanaHnHa B CbIBOPOTKE KPOBW [0 NeveHns BulAensaoT nerkyto MPA — 120-360 MkmMonb/n,
yMepeHHyto — 360-1200 MKMOonb/n 1 Taxenyto — 6onee 1200 MKMOmb/1.

* [py BH4-pedvumTHBbIX TOA orpaHuyeHne NocTynneHna GeHnnanaHnHa C nuwen He MprUBOANUT K MONOXUTENBHON
KNMHWYECKOM IMHaMWKe faxe Npu afekBaTHOM CHUXEHWUW YPOBHS heHnnanaHHa B KpOBW; 15 3TUX GOpM
XapakTepHbl AePULNT HEMPOTPAHCMUTTEPOB U MPOrPECCHPYIOLLME HEBPONOrMYECKMNE HAPYLUEHNS.

+ HeoHaTasbHbI CKPUHWUHI Ha PA 1 pacLlUMpeHHOe NCCNefoBaHNe aMUHOKUCIOT U aUMNKapHUTUHOB METOA0M
TaHOEMHOW MacC-CneKTPOMETPUM NMPOBOASAT BCEM HOBOPOXAEHHbBIM; HOPMarnbHbIM CHUTAIOT YpoBeHb A 0-120
MKMONb/N.

« [lneToTepanuio HaUMHaIOT Kak MOXHO paHblUe nocne NoATBepXaeHUs AMarHo3a — xenaTtensHo Ao 3 Hepenb
XM3HW, 8 BONBLUNMHCTBO CMNELManMCTOB OpPUEHTUPYETCHA Ha Hadano Ao 10-ro gH4. JleyeHne HaunHaoT npu ®A He
MeHee 360 MKMOonb/n.

« Lleneson yposeHb ®A npw ancnaHcepHoM HabmoaeHun — 120-360 MkMonb/n; He crnedyeT AonycKaTb
ONUTENbHOro CHUMXeHUA Huxe 120 MkMornb/n. dneTtoTepanus npu FPA NpoBOAUTCH MNOXUIHEHHO.
 BefeHne JOMXHO 6bITb MyNbTUAUCUMINIMHAPHBIM: OCHOBHOE HabMIoAeHWE OCYLLECTBNAET Bpay-reHeTuK, npu

Heo6X0AMMOCTM NOAKMOYAIOTCS AVETONON, NeanaTp Unn TepanesT, HEBPOIIOT, KAPAWOIOT, NMCUXOMNOT, NCUXUaTP U
Apyrvie CreumanicTsl.

OunarHocTuka

1. NpoBeCTU HeoHaTarbHbIM CKPUHWHI: onpeaenutb ®A B CyXOM MATHE KPOBW BCEM HOBOPOXAEHHbIM; MPU
MOBBbILLIEHHOM pe3yrbTaTe NOBTOPUTL UCCNeOBaHME.,

2. AuarHocTnyeckui kputepuin FTOA — cofepxaHne heHnnanaHmHa B Kposu Bbille 120 MKMOonb/n (2 Mr/an).

3. OnHoBpeMeHHo onpenenuts ®A, TUPO3WH 1 COOTHOLLEHWe OA/TUPO3MH METOAOM TaHOEMHOW MacC-
cnektpomMeTpun. COoTHOLEHNE Bonee 3 yKa3biBaeT Ha BbICOKYHO BEPOSITHOCTb HEAOCTaTOYHOCTHN QAT

4. BbINONHUTL MONEKYNAPHO-reHeTu4eckoe nccrnefoBaHune reHa PAH ansa nogtsepxXxaeHnsa GeHnnKeToHypumn n
anddepeHumansHon amarHocTvkm (YYP C, YOO 4). Ecnvt yacTble naToreHHbie BapnaHTbl PAH He HalaeHbl,
nccnenosaTb PTS, QDPR, GCH1, PCBD, SPR 1 DNAJC12 (YYP B, YOO 3).

5. MNpy HEOAHO3HAUYHOWM FreHETUKE WM HECOOTBETCTBUM TAXECTU HEBPOMOrMYECKUX NPOSIBNEHNI YPOBHIO DA
nccnenoBaThb NTEPUHBI B MOYE; CENEKTUBHBIVM NOUCK BH4-aeduumTa Heo6xo0aMM HOBOPOXAEHHbIM C PA Bbilwe 120
MKMOJ1b/M1 1 NaUMeHTaM C HEBPOIOrMUYECK MM CUMITOMaMu 6€3 NaToreHHbIx BapnaHTos PAH (YYP C, YOO 5).

6.Y naumneHToB cTaple 1 rofa ¢ BapnaHtamu PAH, CBA3aHHbIMUM C Y4yBCTBUTENbHOCTLIO K BH4A, MpoBECTH Harpy30UHbIi

TECT CanponTepVHOM He MeHee 48 YacoB; ANst TECTA UCMOMb3YIOT MakCUManbHYo 031poBky 20 Mr/kr (YYP C,
yaoaos).

INNeueHue

* [py ®AT-3aBrCHMON PA Ha3HaUNTL rMNodeHUNanaHMHOBYIO ANETY: UCKMIOUUTL NPOAYKTbI C BbICOKUM
cofepxaHveM 6ernka 1 KOMNeHCUpoBaTb 6enoK creLmanM3mpoBaHHbLIMN @MUHOKUCIOTHBIMKU CMecamu 6e3 OA.
[neTy 1 KonM4ecTBO HaTypanbHOro 6enka HANBMAYanbHO TUTPYIOT N0 YPOBHIO ®A, BO3PACTY, HYTPUTUBHOMY
cTaTycy v nepeHocumoctn @A (YYP C, YOO 5).
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« Micnonb3osaTb creumanm3npoBaHHble MPOOYKTbl Te4ebHOro NUTaHNSA BCEX BO3PACTHbIX rpynmn, a nocne 1rona —
Takxe H13KOH6eNKOoBbIe MPOAYKTbI ANd 06ecneyeHns SHepreTM4ecKom LLeHHOCTM paLMoHa. He npuMeHaTb
NpOAYKTbI, NpenapaTsl 1 fobasku ¢ PA nnu acnaptamom (YYP C, YOO 5).

Mpv BH4-peduumtHOM MDA Ha3HaunTb CanponTepuH; HadaneHas 4o3a — 2-5 Mr/Kr 1 pas B CyTKu, npu
HeobxoaMMoCTu — 00 20 Mr/Kr/cyT. CyTOYHYIO O3y MOXHO pa3fennTb Ha 2-3 npuema; npenapat NpuMeEHSIoT C
AMETON UNK 6e3 Hee B 3aBUCUMOCTYM OT popMbl FOA (YYP A, YOO 1).

Mpn ®AT-3aBKcHMon DA canponTepuH HasHavatoT NauneHTam ¢ McxoAHbiM A BoiLe 360 MKMOmb/N u
NONOXUTENbHbIM TECTOM. YyBCTBUTENBHOCTL NOATBEPXAaETCA CHMKeHeM QA He MeHee YeM Ha 309 npwm
CTabunbHOM rMnopeHnnanaHMHoOBOM AMETE; NOCne NONOXUTENBHOMO 48-4acoBOro TecTa NpoBOaAT NPO6HOe
neyeHue He MeHee 28 cyTok (YYPC, vOO5).

Ecnn 48-uacoBown TECT C canponTeprHOM OTPULLATENBbHbIW, €ro MPOAOIKAKOT A0 7 CYTOK ANdA BbIABMNEHNS
oTcpoyeHHoro oteeTa (YYP C, YOO 5). Mpy 66peMeHHOCTM Tepaniio MOXHO MPOAOIKMTL C COrNacus NaumeHTKy,
€CM YyBCTBUTENBHOCTD K NpenapaTy bbina Aoka3aHa paHee.

Mpy 6epeMEHHOCTN KOPPEKTUPOBATL AeDULUT HONMEBOM KNCNOTLI; B NEPBOM TPUMECTPE B TEKCTE YKa3aHa A03a
400 mkr/cyT. MNMpwy pedurumTte BuTammHa D Ha3HauvatoT Konekanbumbeporn noa KOHTPONEM YPOoBHS BUTaMuHa D, npu
xene3oneduLMTHON aHEMUM — NepoparbHble NpenapaTbl TPEXBaNeHTHOro Xenesa, Npn HE0OXOANMOCTUN —
npenapaTsl BUTaMuHa B12 (LmaHokobanaMuH 1 ero aHanoru).

« ObyyaTb NaLmneHTa 1 cemMbto caMokoHTporio OA, pacyeTy 6enka 1 aMeToTepanmm Ha BCeM NPOTAXEHNN BONE3HW.

Korpa HanpaBuTb U Kak HabnogaTb

« [MnaHoOBasa rocnuTanMa3aums HY>XHa Ona OnarHOCTUKM nnn nevyeHns, Tpe6y+ommx ONUTENbHOro HabNOEHUS
MOHUTOPWHIa, NnpoBeaeHnA O6Cl'|e,D,OBaHVIl;I NI 3KCNepPTn3, HEBO3MOXXHbIX aM6yr|aTopHo, a Takxxe ana
TECTUPOBaHWS YyBCTBUTENBHOCTY K CanpomnTepuHy. TECT MOXHO NPOBOANUTb B IHEBHOM MW KPYrIOCY TOUHOM
CTauvoHape.

+ OKCTPEHHO rOCMUTaNM3pPOBaTh NP OCTPbIX COCTOSIHMSX, YIPOXAOLLMX XM3HU UM PA3BUTUIO OCMOXHEHWI 1
TPEBYIOLWMX HEOTNOXHOIO NEYEHNS, UHTEHCMBHOWM Tepanun UAn KPYrnocyTOYHOrO HaBNoAeHWS.

- [Nocne BbiaBneHna FOA HanpaBuTb NaLMEHTa K Bpavy-reHeTuKY 1 OMeTosnory; nepeMyHoe obcrnenoBaHve
rEeHEeTMKOM JOMXHO BblTb NPOBEAEHO He No3aHee 3 Heaenb Xn3HW. [py yaaneHHoCTM MeanLMHCKOM OpraHn3aLLmm
cnenyet opraHn3oBaThb TENEKOMMYHUKALMOHHYIO CBA3b.

YacTble BOnpochl

Mpwn kakoM ypoBHe ®A anarHocTupytoT FPA?

@A omarHoCTMYeCKu 3Haunma npum ®A Bbite 120 Mkmonb/n (2 Mr/an).

Kakon ueneson yposeHb ®A noaaepxmeatb?

Mpwv ancnaHcepHoOM HabnaeHWM LieneBon anana3oH coctasnseT 120-360 MKkMonb/n. YpoBeHb Huxe 120 MKMOSb/ 1
HexenaTteneH 13-3a pucka AeULMTHBIX COCTOAHUI U OCITOXHEHWUM OrPaHNYNTENBHOM ANETHI.

YTo BXOOMT B AMETY NpU GEHUNKETOHYPUN?

NcknoyatoT BbICOKOGENKOBbIE MPOAYKTbI, BKOYaA MACO, PbiBY U U3AENNA U3 HUX, N UCMONb3YIOT
crneumanM3npoBaHHbIe aMUHOKUCNOTHbIE cMeck 6e3 ®A. KonnmuecTBo HaTypanbHoro 6enka n ®A noabupatot
WHOMBWOYaNbHO NOA KOHTPOMNEM KpoBU; nocne 1 roga Ao6aBnAloT HU3KO6EMKOBbIE CreLmnani3npoBaHHble MPOaYyKTbI.

KoMy nokasaH canponTepuH 1 Kak OLLeHUBaKT OTBET?

Mpv BH4-pedunumntHOM T'OA canponTepuH ABNAETCH NaToreHeTUYeCKom Tepanuen; HavanbHas 4o3a 2-5 Mr/kr/cyr,
MakcumanbHas — 20 Mr/kr/cyT. Mpu OAT-3aBrcrMon FOA ero HasHayatoT NOCne TECTUPOBaHNS, ecnit ®A CHUXaeTCs
MUHUMYM Ha 309; Harpy30U4HbI TECT MPOBOAAT HEe MeHee 48 4acoB, Npw OTpULLATENBHOM Pe3ynbTaTe ero MOXHO
NPOANUTL A0 7 CYTOK.

Kak BecTun xeHuwuHy ¢ F'PA npu nnaHMpoBaHUn 6epeMeHHOCTU n 6epeMeHHOCTH?

QA xenaTenbHO yOepXuBaTb He Bbile 360 MKMO/b/M 3a 2-3 Mecsua 00 3a4aThd U B TedeHne 6epeMeHHOCTY;
HeobxoaMMbl CTporas rmnodeHunanaHHoBas AMeTa 1 HabmoAeHWe Bpada-reHeTrKa 1 Bpada-akyluepa-rmHekonora.
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BbIXuMKa caenaHa no TEKCTY peKoOMeHAaLmMmn U He 3aMeHsieT ero. MonHbI opULManbHbI TEKCT, KanbKyNAaTOPbl 1 COKPaLLEHHaa BepCHs:
https://lukonaceyeHoBa.pd/cr/482-klassicheskaya-fenilketonuriya-i-drugie-vidy-giperfenilalaninemii. OpuumanbHbIn UCTOYHKK: https://
cr.minzdrav.gov.ru/preview-cr/482_2
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