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CImcoxk cokpameHun

T'®A — runepdeHnIaTaHNHEeMUST

3BYP— 3a/iepskKa BHyTPUYTPOOHOTO Pa3sBUTUS
MTI'K — MenuKko-reHeTr4ecKasi KOHCYJIbTalus
MPT — MarHuTHO-pe30HaHCHas ToMmorpadust
V3U — ynbTpa3ByKOBOE UCC/IeIOBaHNE

OAT — pepmeHT dheHMTATaHMHIUAPOKCIUIIA3a
@OKY — deHunkeToHypus

@A - hennnanaHmH

22T — anexkTposHiedanorpadms

AdGTPCH (autosomal dominant guanosine triphosphate cyclohydrolase) — ayTocomHO-
IOMMHAHTHBIN HeduiyT ryano3mHTpudochaT-IMKIOrMaponassl I

ArGTPCH (autosomal recessive guanosine triphosphate cyclohydrolase) — ayrocomHO-
pelieccBHBIN geduiUT ryaHo3uHTpUdOchaT-IUKIOTUIPOIa3HI I

BH4 (tetrahydrobiopterin) — kodaxTop TeTparngpo61onTepmuH
DHPR (dihydropteridine reductase) — dbepMeHT AUTMAPOIITEPUAVHPEAYKTA3A

GTPCH (guanosine triphosphate cyclohydrolase) — depmeHT
ryaHo3uHTpudochaTIMKIOrMApOIasa

OMIM (online mendelian inheritance of man) — snexkTpoHHas 6a3a JaHHBIX «MeHIeIeBCKOe
HacjaeIoBaHKe Y YeJI0BeKa»

PAH (phenylalanine hydroxylase) — reH, kogupyioumii bepMeHT GeHIaTaHUMHIUAPOKCUIA3Y

PCBD  (pterin-4-alpha-carbinolamine  dehydratase) @ —  QepmeHT  nTepuH-4-anbda-
KapOuHOIaMUHIErMapaTasa

PTPS (6-pyruvoyl tetrahydropterin synthase) — ¢epmMeHT 6-TIMPYBOUJI-TETPATUIPOTITEPUH
CMHTas3a

SR (sepiapterin reductase) — ¢pepMeHT cenuanTepMHpeayKTasa

* _ mpemapaT BXOAWT B IlepeveHb KIM3HEHHO HEOGXOMMMBIX M BaKHEMIINX T1eKapCTBEHHBIX
npernapatoB (Pacniopsokenne IMpaBurtenbcTBa PO or 12.10.2019 N2 2406-p «O6 yTBepKOeHUMU
TepeyHst KM3HEHHO HeoO6XOOMMBIX M BasKHEMIINMX JIeKapCTBEHHbBIX mpernapatoB Ha 2020 rop, a
TaKke IepeyvHei T1eKapCTBeHHbIX MTPernapaToB [ MeIUIMHCKOTO IIPUMMEeHEeHMsT U MUHUMAaIbHOTO
acCOpPTMMEHTAa JIeKapCTBEHHBIX IIPernapaToB, HEOOXOOMMBIX IJiss OKasaHMUs MeIMUIVHCKOIA
TIOMOILIN»



TepMuHBI U onipeseIeHus

IunepdeHmwIaaHMHEeMUs — IPyIIIa ayTOCOMHO-PELleCCUBHBIX 3a00/eBaHmi, 00YCI0BIeHHbBIX
HapylleHueM obMeHa He3aMeHUMOM aMUHOKUCIOTHI (heHWTaaHHa, MOCTYIIalolIeil B OpraHusm
yejioBeKa ¢ 6eJIKOBOI IMUIIeiA.

«MaTtepuHcKkass @QeHWIKeTOHypusi» — SM6puodeTonarus, pasBuBaioliascs y IUIOAA B
pesyibTaTe BO3HENCTBUSI MPOAYKTOB aHOMAJbHOTO MeTabosn3Ma OGepeMeHHOV >KeHIIMHBI C
(beHUTIKETOHYpMEH PU OTCYTCTBUU IUETUUECKOTO JIEUeHNS.

HeoHaTa/bHBIN CKPUHUMHT — MeOMIMHCKAs AMATHOCTMYECKAs TEeXHOJOTUSI CIUIOIIHOTO
6e3BbIOOPOYHOTO  J1AGOPATOPHOTO OOC/AeNOBaHMSI BCEX HOBOPOXKAEHHBIX Ha HEKOTOpbIe
3a00/1eBaHMs OOMEHa BelllecTB, MPU3BaHHAsI 06ECIIeUNTh CBOEBPEMEHHOE BbISIBIIEHME U Havaio
JieueH s 60JIbHBIX JIeTeli C LeJIbI0 IPeIOTBPALIeH S MX MHBAIMAV3ALINNA.



1. KpaTkas mHpopmauusa

1.1 Onpenenenne 3a60IeBaHMS WJIN COCTOSTHMS (TPYIIIIBI 3a00/1€eBaHMIt
WINM COCTOSITHUIT)

InepbeHnIaiaHMHEMMUM — TPYINA ayTOCOMHO-PELleCCHMBHBIX 3a60/ieBaHN, 06YCIOBIEHHBIX
HapylieHrueM oO6MeHa He3aMeHMMOJ aMMHOKMCIOTHI deHmwnananuHa (PA), mocrymnawmomein B
OpraHu3M uejoBeka ¢ 6eaKoBoii nuiieit. [nnepdennnananaeMyun (FPA) 06beIMHSIOT HECKOTBKO
reHeTYeCcKy TreTeporeHHbIXx (opm HapymeHuit obmeHa @A, CXOOHBIX IO KIMHUYECKUM
npu3HakaMm: peHMIKeTOHYPHS 1 HapylleHus oOMeHa TeTparugpobuontepmHa [2, 16].

@enmnketonypust (OKY) - runepdennnananuaemust ('OA), o6ycioBIeHHas] HeLOCTATOYHOCTbIO
akTUBHOCTU beHMIanaHMHTMAPoKcmasbl (PAT) 1 mpuBoAsIIas K HAKOIJIEHMIO B opranusme QA u
MIPOAYKTOB ero metabonuama [16, 17, 33].

Hapymenusi obMena terparugpobuontepua (BHy-meduimutHas I'DA) — reTeporeHHast rpyrra
T'®A-cOCTOSIHMIA, BBI3BAHHBIX Oe(PUIMTOM OZHOTO U3 (EPMEHTOB, YUYACTBYWOIIMUX B IEIU
6MOXMMUYECKMX ITpeBpalieHuit rerparuapobnuontepmna (BHy) [16,17, 34, 35].

1.2 OTHosiorus u naToreHes 3a60/eBaHMS VIV COCTOSTHUS (TPYIIIIbI
3a00JIeBaHMI1 MJIVL COCTOSTHUIA)

B HOopme B opraHu3Me yeioBeKa OCHOBHOe KOnuuecTBO PA yTuamusupyeTcs MyTem IpeBpalieHust
€ro B TMPO3MH, KOTOPBIN B CBOIO OUEpPe[lb CIIYKUT CyOCTPATOM [IJIsSi CMHTEe3a OMOTEHHBIX aMUHOB U
MesiaHuHa. JIuib He6osbioe KoanuecTBo PA mconb3yercs s cuHTe3a 6enka. [IpeBpaiieHne L-
dbeHmananyHa B L-TMPO3YH OCYIIECTBIISIETCS ¢ MOMOIIbI0 hepmenTa DAT (puc.1).
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Puc. 1. Peaxuwms (1) - mpeobpasoBaHue (eHWIaJaHMHA B TUPO3UH TION [AECTBUEM
(beHMTaTaHMHTUIPOKCUIA3hl; peakuus (2) — TeTparuapobuonteput (B mpucytctBum Fe+) mop,
neiictBueM  depMeHTa  OUTUIPOOMONTEPUHPEAYKTa3bl  OKUCISIETCS 0  06pa3oBaHMsI
IUTUIPOOUOIITEPUHA.

B ocHoBe naTtoreHe3a I'DA nexxut 6;10KMpoBaHMe TUIPOKCUAMpPoBanus DA ¥ mpeBpaleHus ero B
TUPO3UH. [IpsIMbIM C/IeACTBMEM 3TOr0 HapyllleHMs SIBASIOTCS HakoruieHne ®A B opraHusme u
CHIDKeHMEe 06pa3oBaHusi TMPO3MHA. [Ipy BBICOKMX KOHIEHTpaIusax A MPOUCXOOUT aKTUBALIMS
aTbTepHATUBHBIX IyTeil ero merabonusMa ¢ ob6pasoBaHueM beHMUIIMpyBaTa, heHMIanerara,
dbeHwIakTaTa M OPYrMX MPOU3BOIAHBIX, OKa3bIBAOLIMX TOKcuueckuit addekT Ha pasauyuHbie
opraHbl ¥ TKauu [16, 17].

B HaumbGomnblueit CTemeHM CTPAJaloT CTPYKTYPbl IIeHTpaJbHOV HepBHOI cucteMbl (ITHC).
IToBpexxneHye TOIOBHOTO Mo3ra cBsi3aHo ¢ 3ddexramn n36bITKa PA: 111cOanaHCOM aMUHOKUCTOT
B TKaHSIX MO3ra, 00yC/IOBJIEHHBIM TOPMOXKEHMEM UX BCACBIBAHMS B JKEMYIOYHO-KUIIEYHOM TPaKTe
WM HapylleHreM peabcopOIMy 13 TOYeUHbIX KaHabIeB B YCIOBMSIX M30BITOUHOTO COEPIKaHMS
@A B XUAKUX CpefaxX OpraHu3Ma, HeoOXOIMMbIX AJISI CMHTe3a 6eNka, HapylleHyeM 06pa30BaHMsI
WM CTAaGMIM3aLMY TONMPUOOCOM, CHIKEHVEM CHHTE3a MMUeNVHA, HOpaipeHa iHa ¥ CEPOTOHMHA,
UTPAIOIINX UCKTIOUMUTETHHO BaXKHYIO POJb B co3peBaHmu U GyHKImMoHMpoBanuu LTHC [14, 16, 17].

@A sBASIeTCSI KOHKYPEHTHBIM MHTMOMTOPOM TMPO3MHA3bl — KIIOUEBOro (epmeHTa CMHTe3a
MenaHMHa. brokamza 3TOro TyTHM, HaApSAy C  yYMeHbIIeHMeM JIOCTYITHOCTM TUPO3UHA,
MpeJIIecTBeHHMKA MeJIaHMHa, IPUBOAUT K TMITOIIMTMEHTAIMY BOJIOC U KOXU [3].



AxTUBHOCTb (pepmeHTa @Al 3aBUCUT OT TPeX OCHOBHBIX KO(DaKTOpPOB: PAI-CTUMYIMPYIOIIETO
6enka (®ATC), terparuppoomonrteprHa (BH4) u MonmekynsipHoro kuciopoma. @yHkums BHy
3aK/II0YAeTCs B CTAOMIN3aLMY YeTBePTUUHOM CTPYKTYphI (bonnuure) AT u npyrux hepMeHTOB,
YUaCTBYIOIIMX B TUIPOKCUIMPOBAHUY TUPO3MHA, TpunTodana, apruamHa (Puc. 2).
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Puc. 2. Ponb TETpaFM,ELpO6MOHTepMHa B I'MAPOKCUIMPOBAHUM apOMaTUUECKUX aMMHOKIMCIIOT.

1.3 dnuaemMmosorusa 3a00IeBaHNS WM COCTOSTHUS (TPYIIITbI 3a00/1eBaHMit
VI COCTOSTHUN)

Yacrora ['DA cpeny HaceneHMs IIJIaHEThI 3HAUUTEIBHO BapbUpPyeT B 3aBUCMMOCTY OT MOIYJISILIUN:
or 1:4370 B Typuuu mo 1:80500 B Smonuu. Hambosbias pacnpoCcTpaHEHHOCTb 3aboseBaHue
OTMeueHa cpelly eBpoIeouaHoi packl [3-5]. [To maHHBIM EBpolieiickux 1eHTPOB cKpUHUHTA DA,
yacToTa 3a060eBaHMsI B BOCTOYHO-EBPOIIEIICKOI MOITY/ISIIIVYM BbIIlIe, UeM B ITOITY/ISILIMSIX 3araga u
foro-sanazga EBpormbl. B Upnanaum vactora I'PA cocrasisier 1:4500 1:7300, B Utanum 1:12280,
I'peuym 1:18640 [5]. B CkaHAMHABCKMX MOMyISIMsIX vactora ['DA MCKIIOUUTENTbHO HU3KA,
ocobenHo B OunnstHanm 1:71000 u [IBennn 1:43230 [4, 5].

B Poccum 1o JaHHBIM HEOHATalIbHOTO CKpuHMHTa yactota DA cocrasiser 1:7000 u kojebaeTcs B
pas3iIMuHBIX perMoHax oT 1:4735 B Kypckoit o6mactu mo 1:18000 B Pecry6nuike ToiBa. B CaHKT-
ITeTepbypre yacrora I'PA 1:7600, B Mockse 1:5600. ®AT-gedunmrHast TPA BoisBisieTcs B 97-98%
oryyaeB. BHy-neduiinrabie TOA cocraBisaior 1-3% ciydyaeB, BbISIBJIEHHBIX B XO/Ie HEOHATATbHOTO
CKpUHMHTrA [8].

1.4 Oco6eHHOCTY KOAVPOBaHMS 3a00/I€BaHMS VIV COCTOSTHUS (TPYIIIIBI
3a00JIeBaHMIT WM COCTOSIHMIT) IO MeXXTyHapOTHO CTaTUCTUYECKOI
KiIaccudurauum 60me3Heit ¥ mpoodsieM, CBI3aHHBIX CO 3l0POBbEM

E70.0 Kinaccuueckast GeHUITKETOHYPUST
E70.1 Ipyrue Buabl rurepbeHmIaJaHNHEMUN

KommeHnTapum: Kk kinaccuueckoit denwmiketronypun (E70.0) otHocsarcs T'DA, o6ycioBiIeHHbIe
rnaToreHHbIMM BapuaHtamu B reHe PAH. K gpyrum Bugam runepdenmnananuaemun (E70.1) -
BH4-peduiutHbie TDA.

1.5 Knaccudukanys 3a00/1eBaHMS WIN COCTOSTHMS (TPYIIIbI 3200/ IeBaHUI
VJIX COCTOSTHUMN)

CylecTByeT HECKOJIbKO MOAXOMOB K kiaccupuraiuyu I'OA. Boeigensior ®Al-saBucumyio u OAT-
He3aBucumyto dhopmbl TDA. B 3aBUCMMOCTM OT TSKECTM M MaKCMMalIbHOM KOHUeHTpaiunu @A B
KpOBMU IO JieueHNsI TIOC/Ie YCTAaHOBKM KIMHUYECKOTO OMarHo3a MM CKPUHMHTa HOBOPOXKIEHHOTO
BBIZIEJISIIOT JIETKYI0, YMepeHHY10 Win Tsskenyio popmel TOA (ITpunoskeHne T'1).

Jlerkast ¢opma I'DA TpebGyer HabmiomeHust ¥ TpoBemeHus auddepeHIanIbHOi AUMaTHOCTUKMN.
CTpororo queTM4YecKoro jeueHus mpm 31oii popme I'OA, Kak TpaBUIIO, He Ha3HAUAOT. [TaleHTHI C
yerkoit gopmoit TDA mOMKHBI HAXOAUTHCS IO CUCTEMATMUECKMM HaOIIoleHneM Bpaua C
KOHTpoOJieM ypoBHSI DA KpoBH [3, 16, 42].



VmepenHast popma I'DA mompasymMeBaeT COXpaHEHME UYACTUYHON aKTUBHOCTM (epmeHTa AT,
TpebyeT coOMIOmeHNsT TUMO(GeHWTaTIaHMHOBOM AMeThl, a TakkKe TMpOBeleHNus] TecTa Ha
YYBCTBUTENBHOCTh K CMHTETMUECKOMY aHajory TeTparuipobuontepuHa — CamponTepuHy** c
1e/TbI0 eT0 Ha3HAYeHMsI COBMECTHO ¢ rnrodeHmIaIaHMHOBO ayeToii [16, 28].

Tskenast dopma I'PA 06ycIoB/leHa MUHMMAIbHOM aKTMBHOCTBhIO (pepmenTa PAT. Ona TpebyeT
COOJIIOAEHNST CTPOTOii TUIMTO(eHUIaaHMHOBOV [MeThl, a B HEKOTOPBIX Caydasx (rocie
orpeieJieHNsI TeHOTUIIA) POBEeHNS TeCTa Ha UyBCTBUTEIbHOCTD K CallponTepuHy** (ko 1mo ATX
A16AX07) ¢ 1e/bl0 BBISIBJIEHUS MOTEHIMATbHOM UYBCTBUTEIBHOCTY TAIMEHTa K KOMaKTOPHOI
Tepanuu.

Ha ocHOBe AaHHBIX MOJIEKYISIPHO-TEHETUYECKUX MCCAelOBaHMii 6blia CO37aHa COBpeMeHHast
knaccuduranyst TOA, koTopast oTpaxkaeT aTuomnarorenes 3a6onesanus (Ilpunoskenne A3.2) [6-13].

QennnreToHypus (runepdenmiananemus OAT-gebunnTHas) o6ycaoBieHa aedekTomMm dbepMeHTa
dbenmnananuHruapokcuaassl (PAT), mpeobpasyiomero ®A B TUPO3UH NP yyacTuu KodakTopa u
maniepona BHy. Hapyiienne pa6otsl @AT TpoOMCXOAUT B pesyiabTaTe MyTaluii B reHe PAH,
pacrmonaramomieMcss B pernoHe 12q22-q24.2. [laHHas HO30JOTUSI sIBJIseTCsS Hauboree
pacmpocTpaHeHHOI hopMoit 1 BcTpeuaeTcst B 98% Bcex ciyuaeB T'DA [6, 7].

B Hacrosiiee BpeMsi M3BECTHO HECKOJIbKO TeHeTMYeCK! reTeporeHHbIX ¢hopM BH4-medbuinTHBIX
I'®A (ycrapeBiee Ha3BaHMe «aTunmyHas GKVY»):

1. BH4-nedunurtHas T'DPA (Tun A) o6ycoBaeHa HeJIOCTaTOYHOCThIO 6-
nupyBowiaterparugpontepucuurassl - (PTPS),  yuyacTBywoweir B IIpoliecce  CUHTe3a
TeTParuapoOUOINTepMHA U3 AUTUAPOHeoNTepUH Tpudocdara. 3abomeBaHNe BbI3BAHO MYyTalMeii
CTPYKTYPHOTO reHa PTS LIMTO30/1bHON 6-IMPYyBOUITETPArMAPONTEPUHCUHTA3BI, COTPOBOXKIAETCS
dbepmeHTaTUBHOI HemocTaToOuHOCTbIO PTPS B meuenu u apurpouutax. l'en PTS pacronoskeH Ha
JITMHHOM TI/Ieve XpoMocoMbl 11, B paiioHe q22.3-23.3 [6, 7, 9, 34, 35].

2. BHy—pedbunmtHas T'®A (tum B) o06ycioBieHa HEOOCTATOYHOCTBIO T'yaHO3MHTPU-
docharuykinornnponassl 1 (GTPCH), koTopass GyHKIMOHMPYET Ha HAUaAbHBIX JTarax CUMHTe3a
BH4, mpeo6pasys ryaHo3uH 5'-tpudochar B murmgpoHeonTtepuHTpudocdhar. DepmMeHT
KOHTponmpyeTcst TeHOM GCHI, T0Kanu30BaHHBIM Ha JJIMHHOM IlJIede XPOMOCOMBI 14, B peruoHe
14q22.2[6, 7,9, 34, 35].

3. BHy—pedbunntHas T'PA (tunm C) o6ycioBieHa OeGUIMTOM AUTUIAPOINTEPU-AUHPETYKTA3bI
(DHPR), KOoTOpasi KOHTPOIUPYET BOCCTaHOBAeHMe BHy 13 qurunpobuonTepnHa, obecreunBas ero
peakTuBaluio. 3aboeBaHye BbI3BaHO MyTalyeit reHa QDPR, KOTOPbIi pacronokeH Ha KOPOTKOM
TIieye XpOMOCOMBI 4, B permone 4p15.3 [6, 7, 9, 34, 35].

4. BH4—nedunnrHas T'DPA (Tun D) o6yciioBeHa nedbuuyutom NTepuH-4-a-
Kkap6uHonamuuaeruaparasbl (PCD), KoTopast Tak)ke yyacTBYeT B BoccTaHOBieHMM BHy. @epmeHT
KopupyeTtcsi reHoM PCBD, noKa/lM30BaHHOM Ha JJIMHHOM Illede xpoMmocombl 10, B paiione 10g22.1
[6,7,9, 34, 35].

5. OO®A-3aBucuMas JOUCTOHMSI, OOycCIOBIeHA medUIIMTOM cemnuanTepuHpenykrasbl (SPR),
YCJIOBHO BXOAMT B TpyTiTy DA, Tak rpy 9ToM 3a60/1eBaHNM 0OBIYHO He HAOII0aeTCs TIOBBIIIeHNS
ypoBHSI ®A B kKpoBu. Tem He MeHee, ypoBeHb DA MOBBINIAETCS B TOJIOBHOM MO3Te MallieHTa, YTO
00yC/1aB/IMBaeT pa3BUTHE KIMHUUECKOI KapTUHBI, CXOOHON ¢ apyrumu BH4-pgedummtabivy ['OA.

3aboseBaHMe CBSI3aHO C HENOCTATOYHOCTHIO depmeHTa SPR, KOTOpBI NMpUHMMAaET y4yacTue B
3aK/II0UNTEIbHOM 3Tare cuHTe3a BH4. AKTMBHOCTB cenmmanTepuHpenyKTasbl KogupyeT reH SPR,
pacroOKeHHbIV Ha JJIMHHOM IlJIeye XpOMOCOMBI 2, B pernoHe 2q13.2 [6-8].

6. Tunepdbenmnanannemus: 6e3 meduiyra TeTparuapobuonTepuHa 00yCIOBIeHA MyTAIUSIMU B
reHe DNAJCI12, xogupywomem 6ermok JDP1. Besok JDP1 BbIMOMHSIET GYHKIMIO CXOXKYI0 ¢ BH4 —
SIBJISIETCS] LIIATIEPOHOM I (bepPMEHTOB, YUACTBYIOIIMX B MeTabonM3Me HelpOTPaHCMUTTEPOB U
¢donmuure depmenta DAL Takum ob6pasom, nedekr rena DNAJC12 mpuMBOOUT K Pa3BUTUIO
¢denoruna cxoskero c BH4-pedbunnutabivu I'OA [6-8].

1.6 Kiimanueckas KapTuHa 3a60/IeBaHMS WM COCTOSTHUS (TPYIIIbI
3a00/1eBaHMI1 MJIN COCTOSTHMIA)

Knnunueckue oco6enHoctu ®AT-gedurimntHoii [OA (kiaaccuueckoit PKY)

Knuuudeckme TmposiBjieHust 3abo/eBaHuMsl 3aBUCAT OT CPOKOB Hayvajga Tepamuu, TKeCTH
MYTaIMOHHOTO TIOBpeXXaeHMe dhepmeHTa. be3 addeKkTnBHOI Tepany y 60IbIIMHCTBA MalMeHTOB



¢ TsokenbiM gedunurom @OAT, u3BeCcTHBIM Kak Kiaaccuueckass ®KY, pasBuBaeTcs TshKeloe
TopaskeHue HEePBHOM CUCTeMbl, IPY CBOEBPEMEHHOM Hayaje Tepanuy ecTb BO3MOKHOCTD
136esKaTh BbIPasKeHHBIX KIMHMYECKUX POsIBIeHNt 6ome3Hu [21].

IManmeHTsI ¢ TsOKEN0I I'PA (knaccuueckoit ®KY) 6e3 Tepanmum

B riepBbie Hemenu ku3HM AeTu ¢ TDA BBINISAAT 340poBbIMU. MaHubecTauust 60/1€3HM MTPOMUCXOINUT
B BO3pacTe 2-6 MecsIeB P OTCYTCTBUM [OMETOTeparyiu, OTMeYaeTcsl BSUIOCTh, OTCYTCTBUE/
1moTepsi MHTepeca K OKpYXKallleMy, WHOTAA HAaob0opoT, TOBBIIIEHHASI PasApaskUTeIbHOCTD,
0ecroKOiCTBO, TUIIEPTOHYC MBI, rureppedaekcusi, 35K3eMaTo3Hasl Cblllb. XapaKTepeH
«MBIIIMHBIN 3amax» I0Ta ¥ MOYM, KOTOPbIi OOBSICHSIETCS BbIgeneHueM ¢QeHmIalerara,
dbenwnmupyBata. Bo BTOpOM TONYroaMM >KM3HM HAOMIOAAeTCs perpecc B MOTOPHOM U
TICUXOPEUYEBOM Pa3BUTHUIA: IETU ITePECTalOT pearnpoBaTh Ha 06pallleHHYIO Peub, y3HaBaTh MaTh, HE
(OUKCUPYIOT B3I M He pearMpyloT Ha SIpKMe UTPYIIKM, He TepeBOpayMBarOTCsS Ha KMBOT, He
cuaaT. dusmueckoe pa3BUTME HapylIeHO B MeHbllleli CTelleHU, OAHAKO, BbISIBISIETCSI HEKOTOpPOe
YMeHbIIIeHVEe OKPYKHOCTY TOJIOBBI MM Jaxke MuKporedanus, 6oiee Mo3gHee TPOpe3bIBaHMe
3y60B. YV GOJBIIMHCTBA HEJE€UYEHBIX JeTeil CBeT/Ible BOJIOCHI, TOMyOble Taza. Koxka mouTtu
TMOTHOCTbIO JIMIIIEHA MeJIaHMHA M MMEEeT IIOBBIIIEHHYI YyBCTBUTEIBHOCTh K WHCOMSIUMU U
TpaBMaM, IT03TOMY HepeJIKO HabII0JaloTCsT TsKesast 9K3eMa, IepMaTUT, (POUTUKYISIPHBI KepaTos,
MOBBIIIEHHAsSI CKIOHHOCTb K THOMHMYKOBBIM MH(l)EKL[MHM.

IIpy  OTCYTCTBMM JIeUeHUsS] pa3BMBAETCS TsDKenass yMCTBeHHast orcranocts  (IQ<50).
dnunenTuyeckue NPUCTYIIbI IIO TUIIY «Ca/laaMOBBIX» IIPUIIAAKOB, «KMBKOB», aGCaHCOB
BCcTpevatoTcss y  50% OONbHBIX, OHM PE3UCTEHTHbI K MPOTMUBOCYIOPOKHON Tepammu.
OMUIENTUYECKYIO aKTUBHOCTh IIPU IIPOBENEHMN IeKTposHIIedanorpadun perucTpupyioT y 85—
90% 6OMbHbIX. BOSMOXKHBI U APYrie HEeBPOJOTMYECKNe PACcCTPOCTBA — aTaKCUsl, TUITEPKUHESBI,
TpeMOp PYK, Mape3bl IO ILEHTPAJIbHOMY TUIIy, UYTO CBSI3aHO C HapylleHKeM MPoIeccoB
MUETMHU3ALIMY HePOHOB ¥ CHMKeHMEM IUIOTHOCTM 6eoro BelnecTBa TOJIOBHOTO MO3Ta.
BorenctBue  XpOHMUECKMX — MeTabOMMYEeCKMX — HApyIIeHMii  CHMKaeTcs — o6pa3oBaHue
HepoTpaHCMUTTEPOB (HodamMimHa, CEpOTOHNHA, HOpaJpeHaINHA).

B Hacrosinee BpeMsi KAMHMYECKME TposiBieHus ['OA mpakTuyecky He BCTPEYAKOTCS B CBSI3U C
paHHeli IMarHOCTUKO 60Ie3HY ¥ CBOEBPpEeMEHHBIM HavaaoM JjieueHusl. OMHAKO B PeIKUX CITydastx
ManyeHTbl MOTYT OBbITh «IIPOMYIIEHbI» MPU MPOBEIEHUN MaCCOBOTO CKPUMHMHTA WIM POOUTENN
MOTYT He COOMIONaTh Ha3HAYEHHYIO AMeTy, MO3TOMY cjelyeT MCKIo4YaTh I'DA mpu HeSICHBIX
CIy4dasix yMCTBEHHO OTCTaJIOCTH Y IeTeiA.

IManmeHTsI € TSRO PAT-gedunmTHO DA, HaxoggIVIecs Ha JIeYeHUN

HecmoTps Ha paHHee Havaso JIeYeHUsT U COOIO[IeHe AMEThl, Y MaleHTOB MOTYT Ha6GIIomaThCs
KOTHUTUBHbIE HapyIIeHusl, XapaKTepu3yloluecs 0COGEHHOCTSIMU 3PUTENIbHBIX u
VICTIOJIHUTEIBCKUX (QYHKIIMIA, CHUKEHMEM CKOPOCTM 06paboTKM MH(OpMAaIMy, HU3KUM YPOBHEM
KOHILIEHTpalUuyY BHUMMAaHMsS, HApYIIEHUSIMY AMHAMUYHOCTY Tpoliecca 3alloMMHaHus, peun. [laxe
NPy HOPMaJIbHOM YPOBHE MHTEJJIEKTyaJIbHOTO pasBUTUSI y 96% pneteit ¢ DA ompepnenstorcst
pa3auMyHble M3MEHEHMSI B SMOILIMOHAIbHON cdepe, MeliawIiye MxX IMOJHOLIEHHON COIMAaIbHOM
ajanTaluyuyu: CHIDKEHME I[103HABaTEeJbHBIX CIIOCOOHOCTEN, BBICOKMII YPOBEHb TPEBOXKHOCTH,
9MOIMOHAIbHASI HEYCTONYMBOCTD, IUTIEPAKTUBHOCTD, arPeCCUBHOCTS [57, 59, 66].

Cpenyu  malMEeHTOB,  TOJYYaBIIMX  I'UIMOMEHWIAJAaHMHOBYIO  JOMEeTy C  BKIOYEHUEM
HecOaJIaHCVPOBAHHBIX TPOIYKTOB JIeUeOHOTO NMuUTaHus, B 4 pasa Gosblie neTeil ¢ U36bITOYHO
Maccoil Teja M OXMpeHMeM, a Takke B 12 pa3 06ojbllle — C HEAOCTATOYHOCTbIO MUTAHUS TIO
CPaBHEHUIO C GONbHBIMM, HAXOAUBIIMMUCS HA JIEUEHUY COBPEMEHHBIMY CIEIMaTN3UPOBAHHBIMMA
MPOAYKTaMM Ha OCHOBE aMMUHOKMUCIOT 6e3 ®A. [Ipy Mo3mHeM Havale AMETOTeparuu MOMMUMO
COXPaHSIOUMXCSI HEeBPOJOTUUECKUX CUMIITOMOB OTMeYaloT yBeluueHMe 4Yucaa HU3KOPOCIbIX
nmeteit (B 10 pas), ¢ HEIOCTATOUHOCThIO NuTaHus (B 6,5 pasa), ¢ oXupeHueMm (B 7 pas) IO
CPaBHEHUIO C T'PYIINON MAIMEeHTOB, KOTOPBIM JiedeHVe 6bIJI0 HAaYaTO CBOEBPEMEHHO [67].

Ha ¢oHe sMMMMHAIMOHHON AMEeTOTEpAaNMM MOTYT OTMEYaThCsl Oe(pUUIMUThI MUKPO3JIEMEHTOB
(uMHKa, celeHa, Kele3a, MeAU Y MarHusl), KApHUTUHA, ®-3 TOJMHEe- HACBIIIEHHbIX XKMUPHBIX
KUWIOT, BUTamMMHOB B6, B12, B9 (dommesoit kucmors) [61-63]. MHOrMMM MCCIeOBaHUSIMU
JTIOKa3aHa BbICOKAsSI YaCTOTa OCTeOINeHnr y 60abHbIX DA 10 cpaBHEHMIO C O6Iei Momy/siye.
OnHako TOYHO He YCTAaHOBJIEHbI MeXaHM3Mbl YMEHbIIeHUSI MUHepPaJIbHONM IJIOTHOCTU KOCTHOI
TKaHU. BbIsIBIeHa CBSI3b TIPOLIECCOB  pe30pOImu/GOopMMUPOBAHMS  KOCTHOM  TKaHU C
MPUBEPXKEHHOCThI0O K [MEeTOTepanuu U [OCTAaTOYHBIM IOCTYIUIEHVMEM MUKDPO3JIEMEHTOB C
MPOAYKTaMM CIeLMaIbHOrO IuTaHus [68].



O1eHKa KauyecTBa KM3HM gerTeit ¢ I'DA mokasaja, UTO BCe ero InapameTpbl — (usuyeckoe,
3MOLIMOHAIbHOE, COlMaTbHOe (YHKIMOHMPOBaHMe, GYHKIIMOHMPOBAaHYE B LIKOJE/ eTCKOM Camy
— HIVDKe 110 CPaBHEHMIO CO 3J0POBBIMUM CBEPCTHMKaMM. MaKcuMaabHble pasianyusl yCTaHOBJIEHBI Y
IIKOJIBHVKOB, YTO, II0 MHEHMIO aBTOPOB, CBSI3AHO C YBeIMUYEHMEM YMCTBEHHON! U (Gu3UYeCcKoit
Harpys3ku, HapacTaHueM HalpssKeHHOCTM BHYTPEHHUX IICMXO3MOIMOHAIBHBIX IpolieccoB. IIpu
9TOM ITOKa3aHO: YeM IT03Ke HAuaTo jeueHue y 60bHbIX DA, TeM HIDKe TToKa3aTeau COIMaTbHOTO
¥ poneBoro GYHKIVOHMPOBAHMS, a C YBeJIMUEHMEM BO3pacTa OOCIemOBAaHHBIX [deTeii HIKe
ToKasaTeNnu UX afanTaluu B KoaeKTuse [69].

Koppensaiusi Mmexnay MOBBIIEHHbIMU YpOBHSIMM DA B paHHeM BO3pacTe U OOJITOCPOYHBIM
cHkeHreM IQ xopouio musydyeHa. BiusHue ypoBHs PA Ha IQ B TeueHMe KU3HU TaKkKe ObUIO
II0Ka3aHo B MCC/IeN0BaHMIX Ha B3pOUIbIX. Tak, y Tex, KTO CHUKAaeT CBOIO NPUBEPKeHHOCTh JMeTe C
OorpaHMUYeHHBIM comepskaHuem PA B 3pesiom Bo3pacTe, [Q HEMHOTO CHMKAETCSI, UTO elle Gosblie
TOATBEPKIAET KOHIIETIINIO «[TOKU3HEHHO» T1eThI [4, 57].

Tem He MeHee, aXke TIPU CTPOTOM COOGTIOMEHUM OMEThI C HU3KUM comepskaHueM DA y B3pOCIbIX
MOTYT HabMIOHaThCsl KOTHUTMBHbIE HApYIIeHMs, Takye KaK CHIKeHME SI3bIKOBBIX HABBIKOB,
MaMsITH, CKOPOCTM BOCHPUSITUSI M 00paboTKM MHOOPMAIMM, CIIOCOGHOCTM K OOGYYeHUIO WU
UCTIOMHUTENbHOM GyHKUIMM [58].

B3pocibie, KOTOpbIe He COGMIONAIOT AUeTy ¢ orpaHnueHneM QA U MMEIOT MOBBILIIEHHbI YPOBEHb
@A B KpOBM, OOBIYHO IIJIOXO KOHIIEHTPUPYIOT BHMMAaHME ¥ [IeMOHCTPUPYIOT 3aMe[jieHHbIe
IBUTATENbHbIE peakuyu [29, 58].

Cy1iecTByeT TaKke 60jiee BbICOKUIT YPOBEHb TPEBOKHOCTH, Ierpeccuin, Gobuit U maHMYeCcKuX aTak
y Jiull, TIOyYaBIINX JieueHue B AeTCTBe, HO MPeKpaTUBIIMX Tepanuio BO BTOPOM HeCSITUIETUU
SKM3HU. ITU HJaHHbIe, MO-BUAMMOMY, CBSI3aHbI KaK C TEKYIIMMM, TaK M C aHAMHECTMYeCKUMU
IaHHBIMY IO cofepkanuio A B KpoBH [3, 36, 60, 66, 67].

IManeHTs ¢ MATKUMM OMOXMMMYECKMM U KIMHUYEeCKUM ¢denotunom PAT-gedunmnTHO;
I'®A

Cunraetcs, uto npu OAT-gedpunnTHO DA, naske eciu KoHIeHTpauuss OA B 1ia3me MOCTOSTHHO
Hwke 600 mrmonb/n (10 mr/on, egyHuubl n3MepeHust ®A: 1lmr/ou coorBeTcTBYeT 1Mrd%, 60
MKMOJIb/JT) Yy TIAI[MEHTOB 06e3 OueToTepamuyi PUCK  Pa3BUTUS  UHTEIUIEKTYATbHbIX,
HEBPOJIOTMYECKUX U HEeMPOICHUXOMOTMUECKUX HAPYIIeHMIi BbIllle, ueM y Jull 6e3 geduiinta OAT.
DKCIIepThl PeKOMEHIYIOT orpaHuuenne @A s 11060ro maiyeHTa, y KOToporo ypoeHb ®A> 360
MKMOJTb / 71 (6 Mr/mn) [5,17].

Omucanbl cryyan QAL ¢ nerkum gebuunutom OAT, y MalMeHTOB C HOPMaIbHbIM MHTEIIEKTOM,
JIMarHO3 KOTOPBIM yCTaHOBWJIM BO B3POC/IIOM BO3pacTe IPY BHE3aITHOM YXYALIEeHNS IICUXUUECKOTrO
cocrostHus [41, 60].

«MarepuHckas ¢heHUIKeTOHYPUS»

Cungpom MarepuHckoit ®PKY — KOMIIIEKC CUMMITOMOB, BO3HMKAWOUMX y JeTeil JKeHIIMH,

crpagapix 'GA ¥ He monyvyaBIIMX CIIEUMATN3UPOBAHHOE  jledeHue (Ouera M [Ip.) B

MperpaBMIApHBIA Mepuox U BO BpeMsi 6epeMeHHOCTM CHMHIPOM Da3BMBAETCS B pes3yibTare

BO3EIMCTBMSI Ha IUIOJ, TIOBBINIEHHOTO comepkanHusi QDA u ero MeTaboOIUTOB B KPOBM MaTepu.
Bripensior cienyolye NposiBaeHNs CMHAPOMa MaTeprHckoil @KV [4]:

-3a/iepykka BHYTpUyTpo6GHOTO pasButus (3BYP). UacToTa He OT/IMYAETCS OT OOIIel MOMyJIsiumy,
e MarepuHcKue YpoBHM DA  KOHTPOMMPYIOTCS B TedeHMe TIepBbIX [JecATU HeJelb
6epeMmeHHOCTH; puck 3BYP 1uioma yBenuumBaeTcs,, ecny KOHLeHTpauus @A ONTUMU3UPYETCS
To3JHee;

-Mmukpouedanus. Puck cocrasisier 5-18% Bo Bpemsi 6epeMeHHOCTH, IIPU KOTOPOil ypoBeHb DA y
MaTepyu ONTUMU3UPYETCS] OO OepeMeHHOCTM M B TeueHMe T[epBbIX [eCsiTM Hemelb. PUCK
YBeJIMUMBAETCS 10 67%, eciii COOTBETCTBYIOIEe YPOBHY DA He TOCTUTHYTHI B TeueHMe 30 Henemnb
6epeMeHHOCTH;

- BPOXKIEHHBII MOPOK CepAlia M Apyrue Mmopoky pa3BuTus. [IoBbllleHHbIe KOHLIeHTpanuu @A B
MaTepMHCKOI KpoBu (> 600 MKMOJIb/T) BO BpeMsI paHHUX CPOKOB 6GepeMeHHOCTU IIPUBOMST
MPUOIU3UTENHHO K 8% -12% pUCKy TIOPOKOB pasBUTUS cepaiia. PeHOTUIMUecKre 0CO6eHHOCTY U
Ipyrue BpOXAEeHHble OedeKThbl (BKIOYAs TPaxeoNuINeBOAHbIE CBUIIM U [p.) Takke ObUIU
3aperucTpUpPOBaHbl y JeTeil, POXKAEHHBIX OT XKeHIUUH ¢ ['OA;



-MHTEeJUIeKTYaabHbIi gebunut (>90%). KputuyeckuM 3HaUeHMEM SIBJsieTcsl KOHIeHTpanysi GA B
MaTePUHCKOI KpOBM, TMOCTOSIHHO TMpeBbImaiomas 360 MKMOJIb/T BO BpeMs 6epeMeHHOCTH, C
06paTHOI 3aBUCUMOCTBI0 MEXAY KOTHUTMBHOI ¢yHKuUMeit  pebGeHka u ypoBHem @A B
MaTepUHCKOM KpOBM BbIlIe 360 MKMOJIb/JT;

[Tpu MOCTOSTHHOM JieueHUU U KOHTpojie YPOoBHSI DA KpOBU PUCK BPOXKIEHHBIX TOPOKOB Pa3BUTUS
U104 y KeHIMHBI ¢ DA MyuHMMAaIIeH.

Knnunueckne oco6ennoctu BHy-medurmrapix TOA

KnuHunyeckn I'®A-BH4 XapaKTepU3yITCs rumnepdeHnIaaHNHEMIEN], neuInuTOM
HepOTPaHCMUTTEPOB NodaMMHA U CEePOTOHMHA, MPOrPEeCcCUPYIONIMMY UHTEIEKTYaTbHBIMU U
MOTOPHBIMM HapyleHUsIMU [4, 6]. g 3TUX HO30/M0TMYeckuX (GOpM XapaKTepHO OTCYTCTBUE
TTOJIOKUTEIbHOV KIMHUYECKOI IMHAMMUKY Ha orpaHundeHne noctyrienus: ®A ¢ nuineit u Ha GoHe
aeKBaTHOTO CHMKeHMsT YpoBHSI DA KpoBu. bes ymeuenusi BHy—nmedumyrabie TOA tumsl A, B, C
MMEIOT CXO[IHbIe KIMHNYECKMEe CMMIITOMBI M XapaKTepu3yITCsl paHHel MaHudecTaleil B repBbie
3 Mecsilla >KM3HM, @ B TOJOBMHE CJIyuyaeB — B HeOHaTaJlbHOM Iepuofe. CTereHb TsKECTU
KIMHUYECKUX TPOSIBA€HUII Yy [AeTeit U B3POCAbIX BapbupyeTr. IIpM TSOKeIOM TeueHUM B
KIMHUYECKOV KapTMHe IpeobyiagaeT ObICTPO MPOrPeccUpyIomias 3aJepskKka ICUXOMOTOPHOTO
Pa3BUTHKS, TOHUKO-KIOHMYECKME CYHOPOKHBIE IPUCTYIIbI, TMOBBINIEHHAs BO30YIMMOCTb,
runeppedIekcus, MbIIIeUYHas] OUCTOHMUS (TMIIOTOHMSI MBIIIL, TYJIOBUINA, TUIMEPTOHYC MBIIII]
KOHEYHOCTei), CracTM4YecKuii TeTpamape3, a Takke OKCTpalMpaMMUAHbIe CUMIITOMBbI
(xopendopMHbIe TUTIEPKMHE3BI), HAPYIIEHNE TIOXOIKM, TPEMOP, aTaKCHsl, pacCTPOIICTBA IJIOTaHMUS,
TUITepCAMBAIS, HAPYIIEHUS TePMODETYIISLNY, TICeBOOYIbOapHbBIE PACCTPOICTBA, OKYIOTUPHbIE
KpU3bl (3MMU30MUECKOe COAPYKECTBEHHOE OTKIOHEHMe I/1a3, OObIYHO HAIMpaBieHHOe BBEPX U
JlaTepasibHO). B HEKOTOPBIX CJTy4yasik HABGMIOMAIOTCST M3MEeHeHMsT BhIPaKEHHOCTY HEeBPOJIOTUUECKIUX
CUMIITOMOB B TeueHMe CYTOK: yXyAllleHue BO BTOPOI IOJIOBMHE [HS, a YyTPOM, IOCjae CHa —
yayumieHme cocrosiius Ilpy A u C Ttune BHy—pmedmnutHbix T'DPA yacTo BCTpedaeTcs
mukpouedanust. Jlerkue ¢opmbl BH4-meduunTHbix 'OA MOTYT MPOTEKaTh C MUHMMAIbHBIMU
KIMHUYECKUMMY TPU3HAKaMMU.

IMoBsieHNe KoHIleHTpaluy MA B 11asMe KpoBM MalyeHToB ¢ BHy—nmepuuutHbiMyu T'OA MokeT
CUTbHO BapbMpOBaTh OT HEeOOIbINOi (He Gomee 360-600 MKMOJIB/T ) M0 O4YeHb BbICOKOW (2500
MKMOJIb/JT), CXOIHO¥ C TaKOBOJ Ipu kiaccuueckoii GKY.

VY vactu nauyeHToB ¢ gedexramu rena GCHI mpu poskmeHun comepskanme @A B KpOBM MOXKET
ObITh HOPMaJbHBIM (TaKue Cay4ay He OyOYT BBISIBJIEHbI NPV HEOHATATbHOM CKPUHMHIE), HO
no3gHee KoHLeHTpauusi A mepuogMyuecky MOKET TOBBIIATHCS. B TKaHSIX U GMOIOTMYECKUX
SKUAKOCTSIX TIAIMEHTOB OOMBHOTO OIpPeNeNseTcs pe3Koe CHIDKEHME COmepyKaHMs KOHEUYHBIX
MeTaboaMTOB OGYIOTeHHBIX aMUHOB — TOMOBAHMIMHOBO U 5-TUIPOKCUMHIOIYKCYCHOI KUCIIOT.

HenmocTaTouHOCTh 6-nIMpyBOMITETparuapontepuHcuuTerassl (BHy-nedunurnas I'PA tun
A).

DTOT BapuaHT SIBJsIeTCS] Haubosee pacrpoCTpaHeHHbIM, OH OOyciaaBiauBaeT okono 60% Bcex
oryuyaeB 'PA ¢ pedwunmrom BH4. TlposiBisieTcss B TsDKenoi (LieHTpalbHas) UM yMepeHHOI
(nepudepnuueckast) Gopmax. Ilepsasi, Hambomee yacTo Berpevaromasics (80%) Tsokenas — Gopma
COTMIPOBOXKIAETCSI BBIPAKEHHBIM CHIDKEHMEM COMepyKaHMsl OMOTeHHBIX aMUHOB CepOTOHMHA U
KaTeXoJIaMIHOB B 1[epebpOoCMHAbHOM KUAKOCTY (JIMKBODE).

[Tpu TsKrenoit hopme HecrendUUecKre CUMIITOMBI MOTYT TIPOSIBJISITHCS C TIEPBBIX HEZEeNTb JKU3HU
pebeHKa: MbIllIeYyHasT TUIIOTOHUS, BSJIOE COCaHMe, CHIDKEeHMe BUraTebHON aKTUBHOCTMU.
HekoTopble meTy poxkaarTcs ¢ MpMU3HaKaMy 3aJIepKKM BHYTPUYTPOOHOTO pa3BuTusi. Hapymenust
CO CTOPOHBI IIEHTPAIbHOI HEPBHOI CUCTEMBbI OOGBIYHO CTAHOBSATCS  3aMETHBIMM B BO3pacTe
OKono 4 mecsueB. be3 mpuMeHeHMs MAaTOTEHETUYECKOV Tepanuy y MalMEeHTOB OTMeEYaloTCsl
COH/IMBOCTb, Pa3ApPakKUTEIbHOCTb, MBbIIIEYHAs] OUCTOHMSI, TUIEPKUHE3bl, TUIePTEePMMus,
runepcaauBanms U TPySHOCTU C TJIOTaHMEM, Jajee K yKa3aHHBbIM CUMIITOMAaM IMPUCOEIUHSIOTCS
cymoporu (TOHMKO-KJIOHUYeCKe, MUOKIOHNYeCKIe), pa3BUBaeTCsI YMCTBEHHAsT OTCTa/IOCTh. [Ipu
9TOit dopme uyacto Habmomaetcs Mukpouedamus [70]. IMepudepuueckas dbopma
XapaKTepu3yeTcs] He3HAUNTENbHBIM CHUKEHMEM YPOBHS HelipoMeauaTopOB, HEBBICOKON 'DA,
6osiee GIAaroNpUATHBIM KAMHUYECKMM TeueHMeM C I03[1Hei MaHudbecTanyeit 1 yMmepeHHbIM
nopakenneMm IIHC. VXyaiieHue COCTOSIHUSI OOJIBHOTO OOBIYHO IPOUCXOOUT B IOJPOCTKOBOM
BO3pacTe 1 MPOSIBJISIETCS] HEMIPOBEreTaTUBHBIMU 1 GOJIEBBIMM TTPUCTYIIAMMU.

HenmocraTtouHocts ryaHosuHTpudocharumukimoruaponassl 1 (BHy-gebunuruas I'PA Tun
B), npuBonsmasa kK kiuHuke 'OA-BH4B [6], Takke BbI3bBalOT JODA-3aBUCUMYI0 AVCTOHMIO,
KOTOpasi MOMKeT HacAefoBaTbCsl [0 ayTOCOMHO-IOMMHAHTHOMY Tumy. IlaniyeHTsl MMeloT



MIPOTrPeCcCUPYIOITYI0 HEBPOIOTMYECKYIO0 CMMIITOMATVKY, OOBIYHO ITPOSIBIISIIOIIYIOCS] MsITUe, YeM [Py
kiaccuyeckoit ®KY B oTCyTCTBUM JleueHus.

HegocratouHocts guruapontepuaumHpenykrassl (BHy-pedbummrnas TPA Tum C).
KnuHnueckue mposiBiieHsT 3TOi (POpMbI CXOXKM € KIVMHUKO 1pu Apyrux dopmax 'OA-BH4.

HenmocTaTouHOCTh NTEePUH-4-a-KapOouHodaMuHaeruapartassl (BH4-gedunuruas I'OA Tumn
D) xapakTepusyercsi J06pOKaueCTBEHHBIM, MAJIOCMMIITOMHBIM TeUeHMeM 3a601eBaHus . [6].

HepocraTouHocTts cenmantepuHpenykrasbl (JO®A-zaBucumasi auctoHust). OnucaHHbIe
crydau nmedextoB reHa SPR He CONPOBOXAAIOTCS rumnepbeHunanannHemueii. KinmHuueckme
nposiBineHust cxonHel ¢ [OA-BH4 [64].

B MiameHuecTBe MOTYT OTMeYaThCs Hecmelnuduueckue CUMIITOMBI: 3aep)kKa MOTOPHOTO
Pa3BUTUS M HU3KUIT MBIIIEUHbI TOHyC. 3abojeBaHMe OOBIYHO Pa3BMBAETCSI HAa IEPBOM TOAY
SKU3HMU, MPOSIBJISISICh OMCTOHMEI, 3a1epyKKOi (hOPMMUPOBAHNS IBUTATEIbHBIX M PEUEBBIX HABBIKOB,
MBIIIEYHO! (1ab0CThI0, I€HTPAJbHOIN TUIIOTOHMEH, a TaKKe OKYJIOTMPHBIMU KpU3aMMU;
BBIPAKEHHOCTb CUMMIITOMOB KOJE€6JIeTCSl B TeUeHMe CYTOK (HOUbI0 HabGMIomaeTcsl yXyIIleHMe,
YTPOM, TOC/Ie CHA — YAyYIIeHMe COCTOSTHMS). [1o3[Hee YacTo pa3BMBAIOTCS HApyIIEHMs CHa U
TICUXOJIOTUYECKME PACCTPOICTBA  (TPEBOXKHOCTb, Ppa3gpakUTENbHOCTh). YacTo BO3HUKAIOT
VHTEJIEKTya/IbHbIe HapyIIeHMs, HO Y MHOTMX OOJIbHBIX HAOJIOMAIOTCS TONbKO JIETKME WU
yMepeHHbIe TPYIHOCTY MpY 00yuyeHUN. Peske pa3BUBAIOTCSI TakMe CUMITTOMBI, KaK IMapKMHCOHU3M
(TpemMop,  6pamMKMHE3Usl, MbIII€YHAs  PUTUOHOCTb,  3aCThIBIEE  JIMIIO), AU3APTPUSI,
runeppediekcysi, MOBBINIEHHBII TOHYC MBI, KOHEYHOCTEN, BereTaTMBHbIE HapylleHus. Bo
MHOTMX CJIy4asix IOUCTOHMSI M BbIpa)KeHHbIe KOJeOaHMSI CUMIITOMATUKM B TEUEHME CYTOK
TIPOSIBJISIIOTCS JIUIIIb Ha Gosiee MO3gHelt cTaguu 3a601eBaHMs.

TTockonbKy Mpu 3TOM dopMe Gone3Hy He HabmOgaeTcs moBbimieHre GA B KPOBH, & MOIXOIbI K
Tepanuu MPUHIUINATBHO OTAMYAIOTCS OT BceX Apyrux (opm HapymeHuit oomeHa @A, 6onee
JleTaJIbHOe OIMCaHue HeINOCTaTOYHOCTY CeNMalTepyHpPenyKTasbl He IPUBENEHO B JaHHBIX
KIMHUYECKMX PeKOMEeHIalMsIX.

T'®DA 6e3 medurura TerparnapooMONTEPUHA, 0OYCIOBIEHHAsI MyTauussMu B reHe DNAJC12.
HaHHas Gpopma OOBIYHO BBISBIISIETCS] TPV CKPMHMHTE HOBOPOXKIEHHBIX. KIMHMYeCKre CYUMITTOMBI
cxopHbl ¢ gpyrumu I'OA-BH4 dopmammu: 3amepxkka IMCMXOMOTOPHOTO Pa3BUTHMSI, IOBbIIIEHHAS
BO36YIMMOCTb, TUIeppedIeKCys], MbILIeYHas! JUCTOHMS, B Gojiee cTapiieM BO3pacTe- pasiMdyHast
CTelleHb HapylIeHMUs] MHTeleKTa. Y HEeKOTOPbIX IalMeHTOB B JeTcTBe pasBuBaercs [JODA-
3aBUCMMBII MapKMHCOHOIIONOOHBIN CHUHAPOM. IIpy y1a60paTOPHOM MCC/IENOBAaHUYM BBISBISIIOT
IebuInUT normaMyHa, CEPOTOHMHA B CIIMHHOMO3TOBON SKMIKOCTM, ¥ HOPMAJbHBI MeTabonm3M
TeTparnapoouonTeprHa [65].

TakuM 06pa3oM, MOXKHO BbIAeNUTh 6 opm DA, pasnuuamiImUxcs Mo MOAX0AaM K IAMarHOCTUKe,
JeueHuIo ¥ Habmomennio: GAT--neduimtHas DA, nerkas dopma (He TpeGyromiasl Tepanun 1o
ropa), ®PAT-gedunutHas TOA ymepenHast popma, Tpebyioinas Tepanum; OAT-mgedbunnTHas DA,
Tspkenasi dopma, Tpebyromias Teparmy; DOAT-medbuuntTHas TPA, YyBCTBUTENbHAS K Tepanuu
canponirepuHom™*; BH4-neduiuthabie TOA; maTepuHckas ®KY (knaccuyeckas GeHUIKETOHYPUSI,
6epeMeHHOCTb).



2. IlnarHoCTHUKa

Kputepun ycraHOB/IEHMS AMarHo3a:

I'nasHvim kpumepuem duaznocmuxu I'DA s6a5emcs nosvluleHHoe codepicanue GeHuIanaHuHa 8 Kposu
soiute 2,0 me% (120 mxmonw/n), Komopolli onpedensemcs 6 nepeyio ouepeds npu HeOHAMANbHOM
CKPUHUH2e.

Juazno3 T'PA nodmeepxcdaemcs npu HAAUYUU UIU OMCYMCMEUU XAPAKMEPHBIX KAUHUYECKUX
nposieneHuli 3a601e6aHusi 8 COUeMAHUU C NOBBIUEHHBIM COOEPHCAHUEM (PEeHUNANaHuHa 8 Kposu. JIns
gepudukayuu Oduazqoza HeoOxo0umo O0ONOJHUMENbHOe NnposedeHUe MONeKYNAPHO-2eHeMmUUecKoz0
mecmupogaHus u onpedesieHue cCOOMHOWeEHUs (PeHUIanaHuHa/mupo3uHa.

2.1 JKas006sI M1 aHaMHe3

BonpuivHCcTBO maumeHTOB ¢ I'DA AMAarHOCTUPYIOTCSI MpU IPOBENEHUM MacCOBOTO CKPMHMHIA
HOBOPOXIEHHBIX ¥ TP CBOEBPEMEHHOM Ha3HAUYeHUM CIIelUaan3MpOBaHHON [OMeToTepanun
3a6osieBaHue MpoTeKkaeT 6eCcCUMITTOMHO.

CrexTp BO3MOYKHBIX KaJI06 y TanMeHToB ¢ [DPA, KOTOPHIM AMATHO3 YCTAHOBJIEH MO3THO MU TIPU
OTCYTCTBUM JIEUEHUsS, MOXKET ObITh BeCbMa LIMPOKUM ¥ 3aBUCUT OT (GOpPMbI 3a6oeBaHMs
(KJTaCCHYECKOI MITM HEKJIACCUUECKOIT), M MHAMBUIYaTbHBIX 0COOEHHOCTEN TeueHus 60e3Hu [6].

JKanmo6br mpu OAIr-pedmmmtHoit ['PA (kmaccuueckoit ®KY): obmias 3amepskka pasBUTHS,
3ajlepskka pocTa, 3ajepskka peuyeBOro pas3BUTHUS, 3aJepKKa COIMAJIbHOTO  Pas3BUTHS,
VHTEJUIEKTya/IbHAasI  HEAOCTATOYHOCTb, aHOMaJIuM TIOBeAeHUs, nOedUUUT BHUMAHUSI U
TUIEPAKTUBHOCTD, ayTOArpeccusi, OEerpecCcMBHOCTh, ayTU3M, HapylleHue IaMsSITH, CYAOPO>KHbIe
MNPUCTYTIbI, MBbIIIeYHass TUIOTOHMS, TUIEPTOHYC MBI, KOHEUHOCTel, TpeMop, IOTeps
IBUTATe/IbHBIX HABBIKOB, TOIIIHOTA, PBOTA, aHOMAJIbHBII 3allaX MOUM, ITOTEePS 3JaCTUUYHOCTU KOXKU,
TUTIONUTMEHTAMST KOKM U BOJIOC, 9K3eMa, KaTapakTa MUKpoledanusi, rurnepdeHmniaiaHuHEeMUST
U CHIDKeHMe akKTMBHOCTM PAT 10 TaHHBIM JIA60PaTOPHBIX MCCIEI0BAHMIA, KaJbLIMHATHI TOJIOBHOTO
MoO3ra, IopaykeHue 6ejI0ro BelecTBa ToJIOBHOTO Mo3Ta 1o pesyiabrataMm MPT uccienoBaHus.

JKano6sr pu BH -gedunutHbix TPA (MOTYT COXpaHSTbCS Ha (oHE COOMIOIeHNsT OUEeThl C
orpannueHueMm @A): 3aTpygHEHMSI TPYOHOTO BCKApMJIMBAHMS, 3aJep>KKa MOTOPHOIO Pa3BUTHS,
MuKporedanus, IMOBBIIIEHHOE CIIOHOOTAeNeHNe, HapylleHMs IIOTaHWs, COHJIMBOCTB, IITO3,
JIMXOpaJOuHble 3MM30Mbl, IKCTpAaNMpaMyMIHble HapylleHus (TapKMHCOHM3M, XOPeoaTeTo3, Xopes),
3MM30/bl KPATKOBPEMEHHOTO OBICTPOTO COKpAllleH}e MbIIILI.

¢ Peromenpyercs MCKIounTh ['DA BceM mMalyeHTaM JI060T0 Bo3pacTa 6e3 YCTaHOBIEHHOTO
paHee auarHo3a DA npu HanMUMK CIeAYIOUUX KIMHUYECKUX TPOSIBIEHNIA C 1[e/IbI0 YTOUHEeHUST
MarHosa:

® OTSTOLLEHHBIN ceMeliHbIi aHaMHe3

® SIIETICUS

® pa3aIMyHas CTelleHb YMCTBEHHOI OTCTaJIOCTU

e 1po6IeMBI C TIOBEIEHMEM, BKJIIOUast paCcCTPOICTBA ayTUCTUUECKOTO CIIEKTPa

® SKCTpamyMpaMyAHbIe HAPYIIEHUS (B TOM UMC/Ie TapKMHCOHOTIOA00HbIE HAPYIIIEHNUS Y B3POC/IbIX)

® 3aTXJIbIV («MBIIIMHBI», «BOTUMIT») 3aIlaxX Tena

® 3K3eMa, CHIKeHMe MMUTMEeHTalUM KOXU U BOJIOC [2]

VYpoBeHb yoeauTenbHOCTH pekoMeHpanuii C (YpOBeHb JOCTOBEPHOCTH JOKa3aTe/IbCTB 5)

e PexkomeHnpyercss UCKIIOUUTh ['@A y SKeHIIMH PeNpoNyKTMBHOTO BO3pacTa, MMEKUIUX B
aHaMHe3e HeBbIHALIMBaHVe 6epeMeHHOCTH WM POKIeHNMe ITIOTOMCTBA C TIOPOKaMM Pa3BUTHS,
BKJTIOUAS JIFOOYI0 KOMOMHAIIVIO 3a[IePsKKY Pa3BUTHSI IUI0/1a, MUKpoLedasio / TOPOKM Pa3BUTHUS
TOJIOBHOTO MO3Ta, BPOXAEHHbII IMOPOK CepAla, TOPOKM PpasBUTUSI  KOHEUHOCTed,
TPaxeomnuILeBOAHbI CBUIL U IP. C 1eJIbI0 TPODUIAKTUKY POKIEHMS 60IBHOTO pebeHKa B ceMbe

[2].
VpoBens y6eguTenbHOCTU pekomenaanuii C (YypOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB 5)

¢ PeromeHpyeTcss cO0p MOAPOOHOTO TEeHEAJOTMYEeCcKOro aHaMHe3a Yy TMAllMeHTOB C  BbIIIe
OTNMCAHHBIMM KaI06aMy [IJIT BBISIBJIEHUSI CIydyaeB BHYTPUYTPOOGHOI Trubenu Iuioma OT



HEeYCTaHOBJIEHHBIX IIPMYMH, CTy4aeB PaHHel IeTCKOI CMePTHOCTY, a TAKXKe MHBANIMUIOB JeTCTBa
B CeMbe C LIe/IbI0 YTOUHEeHMsI JuarHosa [2].

VYpoBeHb yoeauTenbHOCTH pekoMeHganuii C (YpOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5)

JKano6el u aHamue3 makxce onucaHol 8 pasoese «KJIUHUUECKAs KapmuHa».

2.2 dusuKajibHOe 00c/IeJoBaHNe

e PekoMmeHAyeTcCsl BCeM IalMeHTaM C Iomos3peHueM Ha I'QA nns onpeneseHMs] KIMHUYECKON
KapTMHBI MPOBEIeHVe ITOJTHOTO KOMITJIEKCHOTO 06C/IeIOBaHNsI, BKITIOUYAIOIIEro B Ce6sT OLIEHKY:

® QHTPOMOMETPUYECKUX ToKa3zaTesiell (BO3MOXHO MOHMKeHHOe MUTaHMe, OTCTaBaHue B POCTe,
MMKpoLedanns)

® COMaTMYEeCKOro CcTaTyca

® HEeBPOJIOTMYECKOIO CTaTyca

® IICMXOMOTOPHOIO ¥ PEYEBOr0 Pa3BUTUSI C LIeJIbI0 BBISIBJIEHMS 3aIepsKKM IICUMXO-pPeueBOro
pPasBUTUS, OTCTaBaHUS B MOTOPHOM Pa3sBUTUM, KOTHUTUBHBIX WIM TICUXUUYECKUX HaAPYIIEeHU

[3]-
VpoBens y6equTenbHOCTY pekomenaanuii C (YypOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

KomMmeHTapuii: KiuHuuecku  8udumble  OMKJIOHEHUs,  O06YCN08/eHHble  HACNe0CMBeHHbIMU
MemabonuueckumMu — HapyuweHUusMu, y HOBOPOXOeHHbIX C (heHUIKemoHypuell, Kak npasuio,
omcymcmsyiom.

2.3 JJaGopaTOpHbIe IMAarHOCTUUECKIME MCCIeTOBaHMS

e PekomeHayeTcsl TIpOBeleHMe  HEOHATaJbHOTO CKPUMHMHITA BCEM  HOBOPOXKIEHHBIM
(ompenenenue comepskanust @A B KpoBu [yt GopmMupoBaHus Tpymnn pucka mo I'PA) [1]. Cxema
HEOHATAJIbHOTO CKPUHMHTA IIPUBeIeHa B IpUIokeHUn b

VYpoBeHb yoeaUTeTbHOCTY peKOMeHAanyy B (YpoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 3)

KommenTapum: ckpuHuHzogoe obcnedosarue Ha I'PA omeeuaem eceM NPUHAMbIM KPUMEPUIM
NpoBedeHUss MACCOB8020 CKPUHUH2A, 8KJIFOUAST COOMHOWEHUE 3ampam u s1200bl.

Jna ckpuHuHz08020 UCCnedo8aHUsl HANPABJISlEMCs Cyxue NAmHAa Kposu 8 YCMAaHo8NeHHble CPOKU 8
CNeyuanu3upos8aHHylo  1abopamopuro  HeOHaAMAnbHo20  CKPUHUHed ~ KOHKPEMHO020  pecuoHMd.
Obuwenpuramele pepepercHste 3HaueHus @A kposu 0-120 mxmons/n (0-2 m2%).

e PeromeHpayeTcs onpeneneHne cogepkanuss @A B KpoBU IalMeHTaM C MoAo3peHneM Ha ['OA
[ UCKTIoueHus1/yctanoBiaenust [OA [2].

VYpoBeHb yoenuTenbHOCT pekomeHaanum C (YpoBeHb JOCTOBEPHOCTH TOKa3aTeIbCTB — 5)

¢ PexkomeHyeTcsl TOBTOPHOE OMpeeneHne (petect) comepkanust @A B nepudepnueckoit KpoBu
HOBODOXAEHHBIM [IeTSIM C MOBBbILIEHHBIM YpoBHeM DA 110 pesyinbTaTaM IEPBUYHOTO TeCTa AJIst
nionTBepkaenust [OA [3 125].

VYpoBeHb yoenuTenbHOCT pekomeHaanum C (YpoBeHb JOCTOBEPHOCTHY TOKA3aTeIbCTB — 3)

e PexomeHpayeTcs onpepeneHue KoHueHTpauyuyu GA u TUpo3MHA B IUla3Me KpPOBU (TaHIeMHas
Macc-CIIeKTpOMeTpHsI) BCeM TalMeHTaM Mpu Mopo3peHnyu Ha T'PA B TH0OBIX BO3PaCTHBIX
IPYIIax C Le/lbl0 BbISIBIEHMS IOBBIIIEHHOM KOHLeHTpauuy PA ¥ HapyuleHus] COOTHOLIEHMS
benmnananuy/ TMPO3uH [4, 5].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YpOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5)

KommenTtapwuii: Ilpu I'PA konyenmpayus @A npesviuaem 120 mkmmonv/n (2 mez/on). B Hopme
COOMHOWeHUe (QeHuIananuH/mupo3ur mexee 1, coomHouleHue 6osiee 3 yKasvieaem HA 6blCOKYIO
seposimHocme Hedocmamourocmu QAT [4]. Bonee msicensie popmot Hedocmamournocmu AL ¢ nonHoli
nomepeii akmugHocmu ¢epmeHma (Hepedko Hasvleaemole «kaaccuueckoti @KY») conposoxcdaromcs
nosviuteHuem koHyeHmpayuu @A 6onee 1200 mxmons/n (20 me/on) [5].

e PekoMmeHAyeTcsl MOJEKYISIpHO-TeHeTu4YecKoe ucciaenoBaHue reHoB PAH, PTS, QDPR, GCHI,
PCBD, SPR, DNAJC12 BceM TallMeHTaM C KJIMHMYeCKMM pAmarHozom @KV wminm T'PA pas



MIOATBEPKAEHVSI KIVHNYIECKOro OarHosa, auddepeHanbHoi JUarHOCTMKY W ONpenese s
PUICKOB Hac/lIeCTBeHHOJ aTO/MOTUM B ceMbe [8-13].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YPOBEHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 4)
KommeHnTapwmii:

MonexynapHo-zeHemuueckoe uccredoganue mymayuii 8 2eme PAH (heHunkemoHypus), KOMNAEKC
uccnedosaruti 01 OUAZHOCMUKU (DEHUTKeMOHYPUU 8KJIFOUEHb! 8 HOMEHKAAMYPY MeOUYUHCKUX YCTye.

Anzopumm [JHK-duazHocmuku I'DA npedcmasneH 8 npunioxceHuu A3.4

MonexynapHo-zevemuueckas oduazHocmuka  ([IHK-OuazHocmuka) Mmoxcem Obimb  nposedeHa
caedyroujumu memooamu:

1. Houck uacmeix mymayuti zena PAH [8]

2. CekseHuposatue no Ceneepy eenoe PAH, PTS, QDPR, GCH1, PCBD, SPR, DNAJC12

3. I[laHenvHOe, NONHOIK30MHOE UNU NOJIHO2EHOMHOE MACCO80€ NApalesibHOe CEeK8eHUPOBAHUE C
nocnedyruwum nodmeepicoeHuem pe3yibmanmos menodom cekgeHuposarus no Cexeepy [9, 10].

Pezynomamot 2eHOMUNUPOBAHUS MPAKMYIOMCSL 8pAUOM-26HEMUKOM U UCNONb3YHMCS ons:

1. Cemelinoz0  KOHCynbmMuposaHus, onpedeieHusi PuCKO8 HACIEOCMBEHHOI  namosouu Ol
POOCMBEeHHUK08 NpobaHoad, NJIaHUpPo8aHus bepemMeHHOCmuU

2. Tugppeperyuanvroii duaznHocmuku DKY, BH4-Oeuyumroii T®A munos A, B, C, D, JODA-
3aeucumoti ducmonuu, He-BH4-deuyummoii T'PA [8, 9,10].

3. OnpedeneHus NOMEHYUANbHOL UY8CMBUMENbHOCMU WIU NOMEHYUANBHOL Heuy8cmeumenabHocmu
nayuenmos ¢ ®KY x mepanuu ¢papmaxonozuueckumu ananozamu mempazuopobuonmepuna [11, 12,
13].

Hcxods u3 0awHwlx 2eHOMUNa MOXCHO Cyoums 0 NOMeEHYUAIbHOM omeeme nayueHma Ha mepanuio
(apmakonozuueckumMu ananozamu mempazudpooduonmepuna (canponmeputr™®*, BHy). IIpu ycrosuu,
umo namozeHHslli eapuaHm xoms Obl 00H020 U3 anieneii npusodum K (opmuposauuio Oenxa-
(epmenma, obnadarnuiezo ocmamouHoli AKMUBHOCMbI0, NAUUEHINY Moxem 6bimb pPeKOMeHO08aAHO
npoeedeHue Hazpy3ouHozo mecma ¢ BHy (canponmepurom **).

o PekomeHAayeTcs MCCIeIOBaHME  COAEpKaHMsI ITEepUHOB B MOdYe MalMeHTaM C
HEOMHO3HAUHBIMM  PEe3ylIbTaTaMyU  MOJIEKYISIPHO-TEHEeTUYEeCKOV  OUMArHOCTUKU  U/WIN
HECOOTBETCTBUE TSIKECTM KIMHUUYECKON KapTUHBI YPOBHIO DA KpOBM C LI€bI0 OMarHOCTUKMA
BH4 - neduuntHoi T'DA [6,7].

VYpoBeHsb yoeauTenbHOCTH pekoMmeHganyy C (YpOBeHb JOCTOBEPHOCTH JOKa3aTelIbCTB — 5)

KommenTtapwmii: /JluazHocmuueckue 3HAYeHus (QeHWIaHAHUHa U nmepuHos 8 Kposu, Mmoue U
CNUHHOMO0320601i Judkocmu npedcmasieHst 8 npunoxceHuu A3.3 [6, 7].  ITockonvky depuyum BH4
00seduHsiem epynny 3a00/1e6aHuil, Komopsle MO02ym 8bl6a1MbCsl C NOMOWDBI0 HEOHAMANbHO20
CKpuHuHea Ha I['®DA, HO He Moeym Obimb UJEHMUDUUUPOBAHLL DPYMUHHBIMU CKPUHUHZOBbIMU
Memooamu, ceJleKMuaHsili cKpuHuHz Ha deguuyum BH 4 Heo6Xxo0um Karcoomy HOB0POHOEHHOMY C
yposHeM eHunanaHuHa 8 naasme eviwe 120 mxM/n, a makie demam cmapuwezo 8o3pacma ¢ QA u
Hespono2uueckuUMuU CUMNMOMAamu.

e PekomeHayeTcs MpOBeAeHMe HArPy30UHOIO TeCTa C CalpornTepuHOM™™ (B TeueHMe He MeHee
48-vacoB) manMeHTam CTaplle roja ¢ MyTauusiMu B reHe PAH, KOTOpble acCOIMMPOBAHbBI C
YYBCTBUTENBHOCTBIO K BHy AJ1s1 onpepneneHus oTBeTa Ha KodakTopHyio Tepanuio [3, 11, 12, 13,
15].

VpoBens y6egurenbHocTu pekomenaanuu C (YypOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5).

¢ PekOMEHAYeTCsl MCIONb30BaTh MaKCUMAaIbHYIO MO3UPOBKY camporrepuHa** (20 mr/kr) mjst
MPOBeIEeHNS] HArPy30YHOTO TeCcTa Y BCeX ITAlVIeHTOB C IeJibl0 6ojiee OOBEKTUBHOI OIEHKU
oTBeta [3, 5-7].

VpoBeHb yoeauTeabHOCTU pekoMeHanuy C (YPOBEHb JOCTOBEPHOCTH IOKa3aTeIbCTB — 4).

¢ He pekomeHAyeTcs1 oIlpefeneHre akTUBHOCTY GepmeHTa QAT B meueHu mamyeHtam ¢ ['OA
JLIS CKpMHVMHTA WU IPYTUX OMarHOCTUYECKMX TeCTOB [4].

VYpoBeHb yoeauTenbHOCTH pekoMeHpanyu C (YPOBEHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5)



KommeHTapum: AkmusHocms Qepmenma AT moxcem Obimb onpedesieHa moavko 8 MKAaHsAX neueHu
U nouex, NOJyueHHslX 8 pe3yibmame Ouoncuu. Beudy uH8asusHoCmu u 8bICOKUX PUCKO8 OCNOMCHEHULI
Memod He ucnonv3yemcs 071 CKpUHUH2a Uau Opyeux ouazHocmuueckux mecmoe [4].

¢ PeromeHAyeTCcsI KOHTPOIb OOIIero (KAMHMYECKOTO) aHauu3a KPOBM Pa3BEpHYTOTO
(reMOrIO6MH, KOJIMYECTBO 3PUTPOLUTOB, I[BETOBOI IIOKA3aTeb, KOIMUYECTBO JIEHKOI[UTOB,
TPOMOOIIMTOB, JieiikouuTapHast GopMylia ¥ CKOPOCTb OCEJaHWUsI SPUTPOLIMTOB), OOIIEro
(KIMHUYECKOTO) aHalM3a MOYM, OMOXMMMYECKOTO aHaiM3a KpoBM (IIIOKO3a, OOLIMii OesoK,
6enKkoBbIe (Dpakuuyu (MCCIeJoBaHME YPOBHS aabOyMyuHA B KPOBM, OIpefeneHue anabOyMuH/
I7IOOYJIMHOBOTO COOTHOIIEHMSI B KPOBM), OOUIMIT GUAMPYOUH, XOJeCTepUH, TPUTTUIIEPUIbI,
JIUTIOTIPOTEUIBI HU3KOM U BBICOKOM IUIOTHOCTY (MCCIENOBaHME YPOBHS JIMIIOMPOTEMHOB B
KpoBM), mieynouHast ¢ocdaTasa, KpeaTHMHMH, MOYEBMHA, allaHMHAMMHOTpaHcepasa (AJIT),
acrapraramuHotrpancdepasa (ACT), Kanbuuii 0O6GILIMIT ¥ MOHM3MPOBAHHBIN, HATPUIL, KaJuii,
HeopraHuyeckuit docdop, skene3o u GeppuTHH) ManyeHTaM NPy MPOBEAEHUM Harpy30YHOTO
TecTa C CamponTepUHOM ™™ [jis OleHKM (DYHKI[MOHATIBHOTO COCTOSIHMS BHYTPEHHMX OPTAHOB U
HYTPUTMBHOTIO CTaTyca nauuenTa [15,16, 87]

VpoBeHb yoeauTeabHOCTU pekoMeHaanuu C (YpOBeHb JOCTOBEPHOCTY TOKAa3aTeIbCTB —5)

¢ PexkomeHZyeTcsl VCC/IefOBaHNe 00mero (KIMHWYECKOr0) aHaa3a KPOBY BCeM IMALMeHTaM C
I'DPA 175 OLEHKM OCHOBHBIX IapaMeTPOB KPOBETBODEHMUSI M HaJaMuusl  BOCIAIUTETbHBIX
npoueccos [16, 44, 119-121].

VYpoBeHb yoeAUTeTbHOCTY PeKOMeHAaIuii A (YypoBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 2)

¢ PexoMeHAyeTcs1 MCCIeNOBaHe O0Iero (KIMHMYECKOro) aHaaM3a MOYM BCEM IalMeHTaM C
I'DA ¢ uenbio BoIsiBIeHMs Kpuctautypun [90, 93].

VYpoBeHb yoeauTenbHOCTH pekoMeHaanuit C (YpOBeHb JOCTOBEPHOCTH JOKa3aTe/IbCTB — 5)

o PekomeHaoOBaHO TamyeHTaMm ¢ ['®PA mpoBeneHVe OUMOXMMMUYECKOTO aHaIM3a KPOBU
(comepskaHue [JIIOKO3bI, o00miero 6enKka, OenKoBBIX (Qpakiuii, ob6imero O6uInpy6MHa,
XOJIecTepuHa, TPUMNIEePUIOB, JIUIIOTTPOTEUIOB HU3KOM M BBICOKON TUIOTHOCTU (MCCIeI0BaHMe
YPOBHSI JIMIIONIPOTEMHOB B KpPOBM),  IeJOYHOI ¢ocdaTaspl, KpeaTMHMHA, MOUEBUHBI,
amaHnHaMuHOTpaHcdepasbr (AJIT), acmapratamuHoTpaHcdepassl (ACT), Kanblys o61Iero u
MOHM3VPOBAHHOI'0, HATPUS, Kalusl, HeopraHuueckoro ¢ocdopa, kenesa, heppuTmnHa), YPOBHS
OCHOBHOTO MeTabonuTa BUTaMuHa D B KpoBu (McciemoBaHue ypoBHST 25-OH Buramuua I B
KPOBM) M BUTaMMHA Byy (1IMaHOKOGaNaMuH), GOIMEBOI KUCIOTHI C 1IeTbI0 OIEHKY COCTOSTHUS
TeyeHu, movek, 6ajsaHca BasKHeMIIMX HyTPMEHTOB MPU AMEeTOTepanmu, KaabiieBo-GochopHOro
oObMeHa ¥ BbISBIEHMS OTKJIOHEHMI BaKHBIX OMOXMMMUYECKMX TIOKas3aTesei IJis AanabHeieri
Koppekiuu [16,44-49, 83, 90, 94, 95, 121].

VpoBeHb yoeauTenbHOCTU peKoMmeHaanuii C(ypoBeHb JOCTOBEPHOCTY JOKA3aTEIbCTB — 4)

e PekomeHayeTcsl MCC/IeOBaHMe YPOBHSI TOMOLMCTeMHa B KpoBu naumeHtam ¢ I'PA 1o
MOKa3aHMSIM C LeJbl0 OLEHKM pHUCKAa DPasBUTUSI CepAeYHO-COCYIUCTbIX 3aborneBaHuit [16,
111,112].

VpoBeHb yoeauTeaIbHOCTU pekoMeHaauii C (YPOBeHb JOCTOBEPHOCTY IOKA3aTeIbCTB — 4)

e PexkomeHyeTcCs OompesiesieHre COOTHOIIeHMs (peHmmanaHMHa/Tupo3nHa xeHimyHaMm ¢ ['OA mpu
HACTyIUIeHUM OepeMeHHOCTM  C Ie/Ibl0 CBOEBPEMEHHOW IMarHOCTUKM/TIPeNyTIpeXIeHUs
SIBJIeHUH, BbI3BaHHBIX NeduiyuTom TUpO3uHA/M306bITKOM deHMnananuHa [16,72-74, 101-103,
113].

VpoBeHb yoeauTenbHOCTY pekoMeHaanuii C (YpOBeHb JOCTOBEPHOCTY JOKA3aTENbCTB — 4).

KoMMeHTapum: npu npumeHeHUu 02paHuuUmMensHoll Ouemsl 603MOXCHO pasgumue OJeuyuma
He3aMeHUMbIX aMUHOKUCAOm, 6 uacmHocmu- muposuHa. HMccnedosanue nposodumcs memodom
maxo0emMHoll Macc-cnekmpomempuul.

e PexomeHayeTcs 1CCIeIOBaHe YPOBHS IIIOKO3bI B KPOBYM eHIHaM ¢ DA npu HacTyIieHun
6epeMeHHOCTH C IIeJIbI0 KOppeKUyy Tepanuu [72].

VpoBeHb yoeauTeIbHOCTY peKoMeHaauii C (YpPOBEeHb JOCTOBEPHOCTU JOKa3aTeIbCTB —4)

2.4 lHCTpyMeHTa/IbHbIE IVarHOCTUYECKMe UCC/IegJOBaHMsI



¢ PexomeHpyeTcs rposeneHne MPT rosoBHOro Mmosra (Hapko3 - IO [MOKa3aHMsIM) MalyeHTaM co
Bcemu dopmamu I'DA 1ipy HaIUUMM Y HUX HEBPOJIIOTMUECKOV CMMITTOMATVKM [JISI BbISIBJIEHUS
MIpOrpeccUpynX u3MeHeHnit 6e10ro BelecTBa Mo3ra [14, 45].

VYpoBeHb yoeaUTeTbHOCTY peKOMeHAaIuu B (YpoBeHb JOCTOBEPHOCTH AOKa3aTe/IbCTB — 3)

KommenTapuii: y 90% nayuenmos ¢ I'PA Habnwdaemcs npozpeccupyrouiee nopaxceHue 0en020
gewjecmea mo3z2a oaxce npu omcymcmeuu Hegposozuueckux HapyuweHuti. C 603pacmom y HejleueHblx
wiu yweowux ¢ duems! nayuenmos usmerenuss Ha MPT Gonee 8vipasceHsl. Cuumaemcs, umo 6blCOKULl
yposeHb DA 'y HeneueHvlx NAYUEHMOE Npensmcmeyem MueauHu3ayuu HelipoHo8 mMo3zda, 6 mo 6pems
KaK 8 cyuae paHHezo jieueHust (popmuposanue muenuHa He Hapywaemcs. ITogpexcdeHue MueauHosol
0007104KU MOXCe npoucxodums nod eausiHuem nossiuieHust A Ha GoHe pacuiupeHus: unu omxkasa om
duemsl, a makce 6 pe3yavmame HU3Kol Komniaaenmuocmu nayuenma [14]

e Pexomengyercss KT romoBHOro Mmo3ra naetsM ¢ BH4-pebunutHoit T'PA (Hapko3 - 1O
IMOKAa3aHMSIM) IPY HATMUMUY HEBPOJIOTMYECKOM CUMITTOMATUKY JJIS1 BBISIBJIEHMS KaablIU(PUKATOB
[108].

VYpoBeHb yoeaUTeTbHOCTH JOKa3aTeabCTB C (YPOBEHB JOCTOBEPHOCTM PEeKOMEHAauuM — 4)

KoMmmeHTapwmii: npu omcymcmeuu seveHus 8 6a3albHblx 2aHeNUsIX 20J106H020 M032d (POpMUpPYOMCs
Kanvyugpurkamol, Komopwle Mozym 0Oblmb 0OHAPYHEHbl NPU  KOMNbIOMepPHOU — momoezpaduul.
Hccnedosarue 00b1uH0 npogodumcs demsm cmapuie 3 nem. Y nayueHmos ¢ 0OMKpbimsiM POOHUUKOM C
T'DA 803m0xcHO nposedeHue HelipocoHozpaduu 0715 8bis8JIeHUs NAMOJI02UU 20J108H020 M032d

e PekomeHayeTcss TipoBefeHue 3nekTposHuedanorpapum  (93) u  I3[-MOHUTOPUHTA
nauyeHTam co Bcemu ¢opmamu ['®A mpu HanMuMyu HEBPOIOTMUECKON CUMIITOMATUKU IJIs
BBISIBJIEHVS STIMIEIITUYECKOM aKTUBHOCTH [16, 91].

VpoBeHb yoeauTeabHOCTU pekoMeHanuyu C (YPOBEHb JOCTOBEPHOCTY TOKA3aTeIbCTB —4)

¢ PeromeHayeTcsl IPOBedeHME MHCTPYMEHTAJbHBIX  OOCIemOBaHMII  TIOUEK, IIeYeHH,
TTO/KETYIOYHO 3Keyie3bl COMIACHO PEeKOMEHIALMSIM IO AMcMeTabonnuyeckuM HedpomaTusm,
MOYEKaMeHHOW 60yie3HU, MeTaboIMYecKOMY CUMHIPOMY B CBSI3M C BBICOKOJ BEpPOSITHOCTBIO
pasBuTusa y maiueHToB ¢ I'PA mopaxkeHus IOUeKk, MeTaboJMUeCKOrO CHMHAPOMA C IIeJIbIo
CBOEBPEMEeHHOV IVarHOCTUKYU U Tepanyuy JaHHBIX COCTOSTHMIA .[99, 109].

VYpoBeHb yoenuTenbHOCTH pekomMeHaanuii C (YpoBeHb JOCTOBEPHOCTHU TOKa3aTeIbCTB — 4).

KommeHTapumu: 00biuHO 6 Kauecmee CKPUHUMZ-OUAZHOCMUKU U OUHAMUYECK020 KOHMPONs
nposodumcs yavmpassykogoe uccaedosanue (Y3M) opzaHos OpiowHOU nosocmu (KOMNJIEKCHoe) U
nouex nauueHmam ¢ I'PA 0na eviseneHus ducmemabonuueckux Hegponamuti, HeppoKaIbyUuHO3A,
U3MeHeHUTl CO CMOPOHbL NeUeHU U N00HEeTYOOUHOU JHcene3vl

e PeromeHpayeTcs ucciegoBaHne MIUHEepaJTbHOM! MJIOTHOCTU KOCTHOI TKaHU -
(PeHTreHOZEHCUTOMETPUSI) y TAIMeHTOB CTapile 5 JieT [ AMArHOCTUKM OCTeoIopos3a,
BBISIBJIEHNMS TPYIIIIBI PUCKA 110 OCTEONOPO3y U MPUHATUSI IpoduaakTuyeckux mep [48, 50].

VYpoBeHb yoeauTenbHOCTH pekoMeHganuii C (YpOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 2)

e PeKOMEHZIyeTCsl IIPOBeleHNe MHCTPYMEHTANbHBIX O00C/IeNOBaHMI B COOTBETCTBUM C
peKOMeHJAIMSIMM TI0 aTePOCKIepOo3y U UIIEeMIUYeCKO 60/1e3HM ceplia B CBSI3M € 6osiee 4acThIM
BbISIBJIEHMEM [aHHOJ MaTOJIOTMM y THalueHTOB ¢ I'DA mjisi cBoeBpeMeHHOJ IOUMAarHOCTUKU U
crapTa/Koppekuuy tepanumu [83, 99].

VYpoBeHb yoeauUTeTbHOCTH J0Ka3aTeabCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAuuu — 4).

KommeHTapuii: npogodumcs anekmpoxapouozpagus nayueHmam co ecemu gopmamu T'PA, npu
Heo6Xxo0umocmu, N0 NOKA3AHUAM, IXOKapouozpagusl.

e PekoMeHZyeTCsl IIPOBe/ieHMe aeKTpoKapamorpadum u/mmm sxokapamuorpaduy manyueHtam ¢
HapylieHreM 06MeHa TeTParuapoooNTeprHa, MOMYJaoIMM T0TIaMIHepriyecKyie pernapaTsl
C LeJIbI0 KOHTPOJIST TO60YHBIX 3heKTOB neueHus [87].

VYpoBeHb yoeaUTeTbHOCTH JOKa3aTeabCcTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHZAINA —5).

e PexomeHayeTcs ITPOBe/ieHMEe SKCIIEPTHOTO Y/IbTPa3BYKOBOTO MCCIeIOBaHMS TUIO/A KeHIMHAM
¢ TDA nipy 6epeMeHHOCTH C IeTbI0 UCKITIOUeHMs BPOKIEHHbBIX aHOMaINil pasBuUTus mioaa [29,
72-74, 110, 114].



VYpoBeHb yoeauUTeTbHOCTH J0Ka3aTeabcTB C (YPOBEHD JOCTOBEPHOCTH PEKOMeHZAuuu —4)

KommenTapumu: npu mameputckoti @KY nposodumcst CKpuHUH2080€ yNbmpaszeykosoe uccnedosaHue
npu cpokax 6epemerHocmu 11-14 nedens, 18-21 Hedento u 30-34 Hedenu, a maksice 0ONOJIHUMEIILHO 6
cpok 15-16 Hedenv u 25-26 Hedenv OepemeHHocmu (coenacHo IIpukasy Munucmepcmea
30pagooxpareruss P® om 1 Hosbps 2012 2. N° 572n "O6 ymeepxucdeHuu ITopsdka oxazaHus
MeQUYUHCKOTI NOMOWU N0 NPOPUIIIO «AKYWEPCMBO U 2UHEKO0JI02US» U MHEHUI0 IKCNepImos).

2.5 HpIe JyardHocTuuecKye 1uccjiegoBaHms

KoHcynbpTaly CIEenyaaucTOB MOTYT OKasbIBaThCSl MallMeHTaM Ha pa3HbIX 3Tarax OKa3aHUs
MeIUIIMHCKO ITOMOIIM, B TOM YMCJIe B [IePUOJ, AMarHOCTUKY 3a60IeBaHMsI.

e PekoMeHIOBaHO IpyEeM Bpaya- reHeTHKa MalMeHTaM C YCTaHOBJEHHbIM auarHosom I'OA c
YaCTOTOI, COOTBETCTBYIOIIEI I BO3PACTY IMalyeHTa IJisi KOHCYJIbTUPOBAaHUS (C60p aHAMHe3a U
skano6;  cocTaBlieHMe  pOMOCIAOBHON;  BU3yaJbHOE  MCCIENOBaHME C  IPOBeJeHMEM
QHTPOIOMETPUM: M3MepeHMre POCTa, Beca, OKPY>KHOCTU TOJIOBbI), HA3HAUEHUSI U KOPPEeKIUU
IMeToTepanuy, OCyLeCTBIeHsI KOHTPOJIS 3a aleKBaTHOCTBIO ee BbITOIHeHus [16].

VpoBeHb y6emuTesbHOCTY pekoMeHaalyy C (YPoBeHb JOCTOBEPHOCTHM JOKA3aTENbCTB — 5).

KommeHTapum: nepsuuHoe o6ciedosanue nayueHma 0oaxHo 0vims nposedeHo He no3dHee 3
Hedenb JwU3HU pebeHka. OnmumanvHas uacmoma HAaON0EHUS, COZNACHO — e8PONeLiCKUM
pexkomeHdayusam:

- 8 803pacme 0o 1 200a — He pexce 1 pasa e 2 mecsaya
-c1200ado 12 nem - He pexce 1 pas 8 6 mecsues
-c1200 18 nem — He pexce 1 pasa 8 6 mecaues

- cmapwe 18 nem — He pexce 1 pas 6 200

- npu OGepemeHHocmu —He pexce 1 pasz 6 mpumecmp [16].

CoenacHo mHeHuio paboueli zpynnsl poCCULiCKUX IKCNepmos, YenecoobpasHo nposodums 6oJee uacnoe
HabndeHue nayueHmos 8 éo3pacme 0o 1 200a — He pexce 1 pasa 8 mecsiy, ¢ 1 200a — He pedxce 1 pasa 6
3 mecaya, y GepemeHHbIX — 8 3A8UCUMOCIU OM CPOKA 2ecmayuul, He pexce 1pas 8 2 Hedenu

Eciu amo He modcem Oblmb BbINOJIHEHO 66110)/ yan'IEHHOCmu mecma xumeswscmeda p€6€HKa, C
navyueHmom doJHcHa 6bimb HanaxceHa meyleKOMMYHUKAUUOHHAs CB513b [16]

s noevliieHus KOMNAAeHMHOCMU C 3aKOHHsIMU hpedcmasumenamu pebeHka ¢ I'DA 803MOXCHO
3anoJiHeHue UHGOPMUPOBAHHO20 CO2lACUs O Heobxodumocmu cobnodeHus mpe6osaHuti epaua Uu
neuerus (Ilpunoxcerue A3.5).

e PekomeHIOBaHa KOHCY/IbTalMsl Bpadya- eHeTMKa IIOBTOpPHAsl NAalMeHTaM C YCTaHOBJIEHHBIM
anarHo3om I'QA ¢ 4acTOTOJ, COOTBETCTBYIOIIE BO3pacTy MallyieHTa AJI1 KOHCYIbTUPOBAHUS
(c6op aHaMHe3a ¥ 3Kajgo00; BU3yalbHOE WCCIeNOBaHME C IIPOBeleHMeM aHTPONOMETPUN:
M3MepeHue pOCTa, Beca, OKPY>KHOCTM TOJNOBbI), HA3HAUeHMUSI M KOPPeKUUM [IMueTOoTepanumu,
OCYIIeCTBJIEHUSI KOHTPOJSI 3@ afeKBAaTHOCTbIO ee BBIIOTHEHMS, pa3bsCHEHUS! pe3ylbTaTOB
7a6opaTopHOro TecTMpoBaHus [16].

VpoBeHb yoenuTeabHoCTH pekoMeHaanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

¢ PekoMeHaOBaHa KOHCY/IbTAllMs Bpava-AueTosora (IIpy MepBUYHOM 06C/IeOBaHUY U ajiee He
pexxe 1 pasa B roi) mamyeHTaM C YCTaHOBJIEHHBIM OyuarHo3om ['QA 1as OONMOMHUTENTbHOM
KoppeKuuu gyerorepanmu [16].

VpoBeHb yoenuTeabHOCTH pekoMeHanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

KommeHTapum: KOHCYIbmayus epaua-ouermonceda NOKA3aHa nayueHmam ¢ Uyeavlo OKA3aHUs
Cneyuanu3upo8anHHoli MeOUuyuHcKoli homowu. Eciu 8 wmamHom pacnucavuu omcymcmeyem epau-
OuemoJioz, KOHCYILMUPOBAHUE NO duemomepanuu NPogooum 8pau-2eHemuK

e PekomeHJ0BaHa KOHCY/JbTAlMsl Bpayda-AMeTON0Ta MOBTOPHAs MalMeHTaM C YyCTaHOBJIEHHBIM
nnarHo3om ['®A st oueHky apdeKTUBHOCTY AyeTsl [16].

VpoBeHb yoenuTenbHOCTH pekoMeHaanyy C (YpOBeHb OCTOBEPHOCTY JOKA3aTEIbCTB — 5).



e PekoMeHAOBaHa KOHCY/IbTallMsl Bpaua-MefuaTpa OETSM C YCTAHOBJIEHHBIM AMarHozoMm ['OA
KaXKable 6 MecsleB [Jis OLIEHKM OOIIero COCTOSIHUSI 3[OpPOBbsSl M OIpeaeeHus] TaKTUKU
JanbHermeii Tepanum [16].

VpoBeHb yoenuTeabHoCTH pekoMeHanyy C (YpoBeHb JOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

e PekomMeHAOBaHa KOHCyJAbTallMsl Bpauya-TepameBTa JIsI TalyeHTa crapuie 18 jer ¢
YCTaHOBJIEHHBIM AMarHo30M 'DA kaskzible 6 MecsLeB [JIs1 OLIeHKY OOIIero COCTOSIHYSI 30POBbS
1 OIIpefie/ieHNs] TAaKTUKY JaJIbHelilel Tepanun [16].

VpoBeHb yoenuTeabHoCTH pekoMeHpanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

e PekoMeHZOBaHA KOHCY/IbTAlMsI Bpaua-TeHeTHKAa B3POCIbIM IMallMeHTaM C yCTaHOBJE€HHbIM
nuarHosom I'PA ¢ 1enpio OOGCYKIEeHMS BOIpoca O Heo6xomumocTu mpoBeneHus THK-
TECTUPOBAHUSI TAPTHEPY, AAaHbl PEKOMeHAAUMM IO TpeATrpaBUAAPHON IOATOTOBKE Iiepef
IJIaHMpoBaHueM 6epeMeHHOCTH [72-74, 110, 126].

ypOBeHb YGQJII/ITE.TII)HOCTI/I peKoOMeHIOauumn A (ypOBEHb OOCTOBEPHOCTU NOKa3aTe/JIbCTB 3).

e PekomeHAOBaHO nauyeHTam ¢ 'OA KOHCy/nbTanMs Bpadya-KapAaMoaora/Kapanosora JeTCKOro u
Kapauojormyeckoe o6cCIeqoBaHMe, BKIOUaiollee 9xokapauorpaduioo (IIpM  MepBUUYHOM
obcemoBaHMM M Jajiee IO TOKa3aHUsSIM Ipu u3MeHeHusx Ha OJKI), Oas1 CBOEBpPeMEHHOTO
BBISIBJIEHMS M/VJTM MOHUTOPMHIA KAPAMOIOTUUECKMUX U3MeHeHmii [4,5,16,45, 83].

VpoBeHb ybenuTenbHoCTy pekoMmenaainu C (YpoBeHb JOCTOBEPHOCTH I0KA3aTeNbCTB — 5).

e PekomeHpoBaHO mnauyeHtaMm ¢ [PA 1o moOKa3aHMSIM KOHCY/IbTALMs Bpada-KapAuonora/
Kapamosiora JeTCKOro MOBTOPHAS JJIs1 OLIEHKU BBISIBJIEHHBIX KapAMOIOTMYECKUX U3MEHEeHUI U
pelieHust Boripoca o Tepanuu [4,5,16,45, 83].

VpoBeHb yoenuUTebHOCTY peKoMeHAalyy C (YpPOBEeHb JOCTOBEPHOCTHU JOKA3aTEeNbCTB — 5).

e PekomeHAoBaHO nauyeHTaM ¢ ['@A 1o mokasaHMSIM KOHCYJAbTalMsl Bpada-HeBpoOJOra Jist
CBOEBPEMEeHHOTO BbISIBJIEHNS /WY1 MOHUTOPMHIA HEBPOJIOTMUeCKUX U3MeHeHuit [16].

VpoBeHb yoenuTenbHOCTH pekoMeHaanyy C (YpoBeHb OCTOBEPHOCTY JOKA3aTEIbCTB — 5).

e PexomeHaoBaHO mnanyeHTaM ¢ ['@A 1o TMokKa3aHMSIM KOHCY/IbTalMsl Bpada-HEBpPOIOTa
TOBTOPHAS C 1[e/IbI0 KOPPEKUNY BBISIBJI€HHBIX HEBPOJIOTMUYECKMX V3MEHEHUI U OIpefeneHus
JlajbHelIIel TaKTUKY gedenus [16].

VpoBeHb yoenuTenbHOCTH pekoMeHanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTEIbCTB — 5).

¢ PexkomeH0OBaHO BceM MaiueHTam ¢ DA ocMOTpP BpayoM-o(TaabMOIOTOM (MIPYU MEPBUYHOM
ob6cemoBaHMM U Aanee He peske 1 pasa B 3 roza), BKIOUAIOIIMIT 06C/Ieq0BaHNe IJIa3HOTO AHA
(odTanmbMOCKOINM) C 1ITbIO BbISIBJIEHNS TJIa3HOI raTomorum [16].

VpoBeHb y6enuTenbHOCTY pekomeHaanumu C (YypoBeHb JOCTOBEPHOCTY TOKA3aTeNIbCTB — 5).

¢ PekomeH0OBaHa KOHCY/JAbTallMsl Bpaya-racTpoO’HTEpOJIOra IMalyeHTaM C YCTaHOBJIEHHBIM
guardHosoM I'QA mpyu Hanmuuuy IOKa3aHUV C LeNbl0 BBISIBJIEHMSI TaCTPOIHTEPOIOTUUECKUX
HapylLleHul U onpefeneHns ganbHelnel TaKTUKk jedeHus [16].

VpoBeHb yoenuTeabHOCTY pekomeHaanyumu C (YypoBeHb JOCTOBEPHOCTY TOKA3aTeNbCTB — 5).

e PekomeHAOBaHa KOHCY/IbTallMsl Bpaua-IicuxuaTpa MnauyeHTaM C YCTaHOBJIEHHBIM OMarHO30M
T'®A 17151 OLleHKM [ICUXMATPUUYECKOT0 CTaTyca IMpY Haau4yum nokasanuii [16]

VpoBeHb y6enuTenbHOCTY pekoMeHgayy C (YPoBeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 5).

e PekoMeHZOBaHa KOHCYIbTALlVsI Bpada-ICUXyUaTpa MOBTOPHASI MallieHTaM C YCTaHOBJIE€HHBIM
nuarHo3oM ['OA mo mokasaHMSIM [l KOPPEKLMM BbISIBJIEHHBIX MCUXMATPUUECKUX HapyIIeHUt
¥ ompefiesieHNsl fajibHeliIIel TakTUKY jJedeHus [16]

VpoBeHb yoenuTeIbHOCTY pekoMeHAalyy C (YpOBeHb JOCTOBEPHOCTHU JOKA3aTENbCTB — 5).

PekoMeHOBaHA KOHCY/IbTAIlMsI MEOUIIMHCKOTO TICMXOJora TMalyMeHTaM C YCTaHOBJIEHHBIM
nuarHo3oM I'DA nas OLEeHKM M KOPPEKIMM TICUXOJOTMUECKOTO COCTOSIHMS M TICUXOJIOTO-
TeJarornyeckoro COMpoBokaAeHus cembu [30, 51, 52, 77].

ypOBeHb YGQJII/ITE.TII)HOCTI/I peKoOMeHIOauumn C (ypOBeHb OOCTOBEPHOCTU NOKA3aTe/JIbCTB — 3).



KoMmmeHTapuu: nayueHmam HeoOX00UMO MeCMuposanue no ymeepmoeHHsIM Memoouxkam O0ns
onpedeJieHus UHMENEKMYANbH020 PA3BUMUSL.

¢ PekomMeHOBaHA KOHCYJIbTAIlMsS MEIOUIIMHCKOTO TICMXOJOra ITOBTOpHAs TMalMeHTaM C
YCTAHOBJIEHHBIM IMarHo3oM ['DA Mpy HaIMYMM MOKa3aHMIii IJIsl TICUXOIOT0-T1eqarornyeckoro
cornpoBoxkIeHus cembu [30, 51, 52, 77].

VpoBeHb yoenuTeabHoCTH pekoMeHanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

KomMMeHTapmm: ncuxono2uueckas nomoujb nayueHmam moxcem nompeb6oeams Kypc 3aHamuli— 8
3a8ucuUMocmu 0m uHOUBUOYAIbHbIX 0COOEHHOCMeEL NAYUeHmMd U ceMbl.

e PekoMeHA0BaHO nauyeHTaM ¢ DA KOHCy/IbTALMS Bpada-CypA0Jiora Mo MoKa3aHUsIM C 1ebio
VICKJTIOUEHMSI HapyIIeHMsl CJTyXxa y pebeHKa ¢ 3a[JeP’KKO TeMITOB TICMXOPEUeBOro pa3Butus [88].

VpoBeHb y6equTeIbHOCTY pEKOMEeHIal B (YpOBEHb JOCTOBEPHOCTY JO0KA3aTeIbCTB — 3).

o PEKOMEH,HOBEIHO ImanyeHTam C T'®A KOHCY/JIbTAllMA Bpada-AepMaTo/ora C LeJbl0 OMarHoCTUKU
IIaTOJIOIMM KOXXKHBIX IMOKPOBOB U no,uﬁopa PAallMOHAJIBHOI'O JIEUEHUS IIPU HaJIUUUU TOKa3aHMit
[78].

VpoBeHb ybenuTenbHOCTY pekomeHganyumu C (YypoBeHb JOCTOBEPHOCTH TOKA3aTeNIbCTB — 5).

e PexomeHJ0BaHO naunueHTaMm ¢ 'DA KoHCy/nbTalMsl Bpavya-dHIOKPMHOJIOTA C LIe/bI0 YTOYHEeHUS
Hapyiennst yHKIMM SHAOKPMHHOM CUCTEeMbI TIPU HaAMYMM TTOKa3aHmii [3, 84, 85].

VpoBeHb ybequTenbHOCTH pekoMeHaainu C (YpoBeHb IOCTOBEPHOCTH I0KA3aTeNbCTB — 5).

e PekoMeHHOBaHO mauueHTam ¢ ['DA KoHCyrbTanusl  Bpada-Gu3noTepaneBTa C LENbI0
cocTaBieHus! IiaHa Gu3noTepaneBTUUeCKMX MPpoLefyp NPy HATMIMY TIOKa3aHmi [86].

VpoBeHb yoenuTeabHoCTH pekoMeHpanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

e PexomMeHZOBaHO >XeHIMHaM ¢ ['®A BO BpeMsi OGepeMeHHOCTM HAOMIOfeHWe Yy aKylepa-
TMHEKOJIOTra Y Bpaua-TeHeTuKa C 1ebl0 KOppeKUny Tepanum 1 KOHTposst @A kposu [29,72-74].

VpoBeHb y6enuTeabHOCTY pekomeHaanumu C (YypoBeHb JOCTOBEPHOCTH TOKA3aTeNIbCTB — 5).



3. /leuenue

OcHosHas yenv JeueHuss — HOPMATIbHOE HEeUpOKOZHUMUBHOe U (Qu3uueckoe passumue, a maxxice
ncuxocoyuanvbHas aoanmayusi nayueHma. Jlyuwum cnoco6om O0ocmudceHus dmotl yenu saeasemcs
CHUiCeHUe U peeynapHblll KoHmpons codepycanuss @A e kposu nayuenma DA u cmpemieHue
COXPaHsiMb 3Mom noxkaszamens 8 yeneeom mepanesmuueckom duanasoHe. Bedenue nayuenmos ¢ QA
npeononazaem mMyasmudUCYUNJIUHAPHBIT N00X00 € 0093AMeNbHbIM YUaAcmueM 2eHemuKos, 0uemosozos,
mepaneemos, neduampos, Heapou0208, Kapouoi0208, 2aCMPOIHIMEPOTI0208, MEOUYUHCKUX NCUXO0JI0208,
ncuxuampos, Qusauomepaneemos, HOOKPUHOJI0208 U epaueli Opy2ux CheyudaabHOCmell, UMerwux
0nvlm 8 JleyeHuu 3mozo pedkozo 3abonesanus [16].

¢ PeromeHayeTCs BCeM MalyieHTaM HauMHATb AMETOTepaliuio ¢ OrpaHuYeHyreM muiieBoro ®A
Kak MOXHO paHbllle (IO 3-X Hemeab SKM3HM) TIOCJAEe YCTAaHOBJIEHUS OMarHosa, 4TOObI
MIpeOTBPaTUTb NTOBPEXIeHMe 1IeHTPaabHOl HepBHOII cucTeMsl [16, 17, 18, 96].

VpoBeHb yoeauTeabHOCTU pekoMmeHganumu C (YPOBEHb JOCTOBEPHOCTH IOKA3aTeIbCTB — 4).

KommeHTapum: 007bWUHCMB0 CNEYUANUCMO8 cuumaem, 4mo JjeueHue HOBOPOIOeHHbIX Cledyem
HayuHame do docmudceHust go3pacma 10 OHell [16]. Yuumeligas, umo 3adepicka Hauana jeveHus Ha
Kaxovle 4 Hedenu npueoduna K cHuxeHuo nokasamens I1Q npumepHo Ha 4 6anna [18], yenecoobpaszmo
HAauuHame neyeHue He n030Hee 3-X Heoeslb HCUIHU.

e PekomeHAyeTCsl BCceM MallMeHTaM HAuMHATh JieueHue, KOrma KoHueHTpaiusi @A B KpoBu
>360MKMOJIb/JT UTOOBI M36€KaTh OTPUIIATETHHOTO BO3/IE/CTBIS TIOBBIIIEHHOTO comepykaHms DA
M ero MeTaboIMTOB Ha HEPBHYIO cucTeMY [4, 16].

VYpoBeHb yoenuTenbHOCT pekomeHaanum C (YpoBeHb OCTOBEPHOCTHU TOKa3aTeIbCTB — 5).

KommeHTapuu: He ciedyem HA3HAYAMe JieueHue paHee HeNeueHvlM NayueHmam, umerwum
KoHyeHmpayuto PA kposu <360mkmosv/n. Heobxo0umo ocyujecmensime pezynipHbili KoHmpoib @A
Kpo8u y amux nayuenmos 0Jis moezo, 4mo6sl hpu nosvluleHuu yposhs DA 608peMs HA3HAUUMD JieueHuUe

[16].

e PeroMeHayeTCsl OXKM3HEHHOE IMPOBeAeHMe AMeToTepanmu BceM mauyueHTam ¢ 'OA ¢ menbpio
MPOGWIAKTUKYA TIOBPEKIEHN [IeHTPAJbHO! HEPBHOJ CHCTEMbBI ¥ YIYyUIIEHUS] COIMATbHOI
ajanrauym [17].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5).

KommeHTapum: ucciedosaHusi nokasanu, umo noddepycarue KoHyeHmpayuu PA kposu Huxce 360
MKMONB/N'y nayuenmos ¢ poxcoeHus do 12 nem u 400-600 mxmons/n y nayueHmos cmapuie 12 nem u
83POCJIbIX N0O380JISI€M COXPAHUMB YO08J1eM80puUmeibHoe HelipoOKOZHUMUBHOE passumue, adek8amHyio
CKOpocme gocnpusimusi uH@opmayuu U coxpaveHue NCUXocoyuansHulx GyHkyuti. B cessu ¢ amum
pekomeHdyemcs NOMCU3HEHHOe npoeedeHue JieueHus, 8 mMOM Yucle NOXU3HeHHoe CcnedosaHue
JuemuueckuM 02paHudeHusiM C UCNOJIb308aHUEM CNEeyuaIu3upo8aHHslx 3ameHumeneli 6enka,
UCMOYHUKO8 6UMAMUHO8 U MuHepanos [19].

3.1 KoHcepBaTuBHOE jIeUEeHUE

3.1.1 TueTtoTepanus

e PekomeHpayeTcss i1 nauueHTOB ¢ @DAl-3aBucumori A HasHaueHMe MaTOreHETUYECKU
060CHOBAHHOV TUMO(GEHWIATaHMHOBOM OMEeThl C Iebl0 OTpaHMUYeHUs MOCTyIuieHuss PA ¢
ruedi [20].

VYpoBeHnsb yoeauTenbHOCTH pekoMmeHgaryy C (YpoBeHb JOCTOBEPHOCTH KOKa3aTeIbCTB — 5).

KommenTapum: duemomepanusi 0OCHO8AHA HA pe3KoM ozpaHuueHuu DA 6 payuoHe nayueHmos 3a
cuem UCKJIIOUEeHUsl 8bICOKOOEIKO8bIX NPOOYKIO8 U UX 3ameljeHull CneyuaIu3upo8aHHsiMu JieueGHbIMU
npooyKmamu, 4acmuuHo Uau NOAHOCMbI0 auuleHHbimMu @A. U3 payuona numauus 6oavHozo [DA
UCKTIOUaiom HamypasisHsle NPoOyKMbl NUMAHUSL C 8bICOKUM codepicaruem 0eKa (C00meemcmeeHHo, u
@A) — msco, msaconpodykmet, pvlby, ppl6onpodykmeol, meopoez, Aliyo, 60008sle, opexu, ulokonad u op.
Zlonycmumete 8 dueme HamypajivHele NPOOyKMsl 860051M 8 PAUUOH 8 COO0MBEeMcmeul ¢ no0Ccuemom
codepcautezocst 8 Hux QA.



na demeii ezpyoHozo eo3pacma (c poycdeHuss do 12 mecsaues) Kk 0onycmumsiM NpPoOyKmMam
OMHOCSIMCSL HEHCKOE MOJIOKO, 0emcKue MOJIOUHbIE CMeCU, 080U, (pyKmsl U HEKOmMopwvle npoodyKmbl
NpUKOpMA ¢ HU3KUM codepicavuem Oenxa. Ilpukopm 6600umcst 8 me xe CpPoKu, Umo u 300p08biM
demsam (c 4 0o 6 mecayes), HO NpU IMOM UCNOJIL3YIMCS. NPOOYKMbL MONBKO € HUSKUM COOepHaHuem
Oenka ¢ yuemom monepaHmHocmu nayueHma K HamypaivHomy Oenky/¢penunananuny [21]. IIns
KoMneHcayuu 6e1K08020 KOMNOHEHMA NUWU UCNONb3YIOMm CNeyuanu3uposaHHsle aMuHOKUCIOMHbIE
cmecu 6e3 @A, cOanancuposaxMsie N0 cocmasy Hanodobue adanmuposamHvix O0emCKUX MOJOUHbIX
cmecell. (cm.Ipunoxcerue A3.6).

B Odueme nauuenmoe cmapuwie 1 200a, Kax npasuso, UCNOJb3YIOMCS CNEYUANUSUPOBAHHbIE
AMUHOKUCTIOMHble cmecu 0e3 DA ¢ Oonbluum Koauuecmeom 0enkd, 0002aujeHHble SUMAMUHHO-
MUHEPAIbHbIMU KOMNIEKcamu. B cmecsax, npedHasHaueHHbix 0na demeli 8 so3pacme om 1 do 8 niem,
MO2Yym Npucymcmeosams 8 00CmamouHoM Koauuecmae y2nedodsl U ¥upbl. Imo daem 803MONHOCIMb
uHousudyanvbHozo nodbopa seue6HO20 NPOOyKMa 6 3asucumMocmu om HympumueHozo cmamyca
nayueHmos,  (PYHKYUOHANBHO20 — COCMOSIHUSL  HCeAYOOUHO-KUWEUH020 Mpakma U — Nuuiessix
npednoumenuti. Kpome mozo, yKazaHHele cmecu aAMUHOKUCIOM, 8 MOM uUCIe U cmecu ona demeli
nepeozo 200a u3sHu, Kak 0osee cOAIAHCUPOBAHHbIE NO COCMABY, MO2YM NPUMEHAMbCS MAKME Y
nayuenmos Gosee cmapuiezo 8o3pacma u OepeMeHHbIX XceHujuH ¢ DA npu cocmosHusx,
00YC108J1eHHbIX 3A0071E8AHUIMU HCENYOOUHO-KUWEUHO020 MPAKMA U HENePeHOCUMOCIBI0 HEKOMOPbIX
nuwessix NPooyKmoe.

e PekKOMEHZIyeTCsl Ha3HAUeHMe CIIe[MaNIM3MPOBAHHBIX ITIPOAYKTOB JIEUeOHOTO IUTAHMS
(aMMHOKMCIOTHBIE cMecu Ge3 DA) manueHTaM BCeX BO3PACTHBIX rpymil ¢ 'OA; Tpebyroumm
JIMeTOTePaImIio, C LieJibio Koppekunuy ypoBHsl ®A 1 ymydieHuns: kKauectsa xusuu [20-23, 89].

VpoBeHb yoeauTeabHOCTU pekoMeHIanuy C (YpOBeHb JOCTOBEPHOCTH JOKA3aTeNbCTB — 5).

¢ PeromeHayeTCs HasHaueHVMe HM3KOOETKOBBIX MPOAYKTOB MATAHNS MAllMEHTaM crapiie 1 roga
¢ I'DA ¢ 1enbio KOpPeKIMM SJHePTeTUIeCKOii IIeHHOCTM JieueGHOTO panmona [20-23, 89].

VYpoBeHb yoeauTeabHOCTH pekoMeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5).

KomMMeHTapum: HasHaueHue HU3Ko0enko8vlx Npodykmos nokazaHo demsam nocie 1 zoda u oanee-
scem nayuenmam ¢ F'PA. Chucok HU3K00eIK08bIX U 6e36eNK08bIX CNeyuanu3upo8aHHslx npodyKimos,
3apezucmpuposaHHvix Ha meppumopuu Poccutickoti @edepayuu - npunoxceruu A3.7. JlaHHsiMU
npodykmamu numaus (Huk3o00enkossle U 0e30e/Ko8ble) NnayueHmsl 00ecneuusarmcst Co2idcHo
TITocmanosnenuto Ipasumenscmsea P® om 30 uwns 1994 2. N 890 "O zocydapcmeeHHotli noddepicke
paszeumus MeOUYUHCKOU NPOMbIULIEHHOCU U YIyduwleHuUu obecneueHus HacesleHust U yupexcoeHull
30pasooXpaHeHusl JeKapcmeeHHsIMU cpedcmeamu U usdeausmu MeOuyuHcKozo HasHauveHus" (¢
UBMEHEeHUSMU U OONOTHEHUSIMUL).

e PekomMeHZyeTcsl IpM MHULMALUM [MeTOTepanuy TUTPOBaTb KomuuectBo GA mmmm
(HaTypaspHOro Genka) BCeM MalyieHTaM I10f, KOHTposeM (PA KpOBU [0 MOTYYEHUs LieeBbIX
TepaneBTUUYECKMX 3HaAUeHM [22].

VYpoBeHs yoeauTenbHOCTH pekoMmeHganyy C (YpoBeHb JOCTOBEPHOCTH KOKa3aTeIbCTB — 5).

e PekOMeHZyeTCsl TIpM DacyeTax NMUTaHMS BCEM IallleHTaM OPMEHTMPOBATHCS HAa HOPMBI
(msmonornvyeckoit mOTpe6GHOCTM B OCHOBHBIX HYTPMEHTAaX C LeIbi0 0becrieueHns ajleKBaTHOTO
(usMUecKkoro pasBUTMS ¥ CHWKEHMS PUCKOB HYTPUTUMBHOI HemoctaTouHoctu [20, 23]
(TIpunoxkenue A3.8).

VYpoBens yoeauTenbHOCTH pekoMmeHgaryy C (YpOBeHb JOCTOBEPHOCTH JOKA3aTe/lIbCTB — 5).

KoMmmeHTapum: donyckaemcs: ymeHvlieHue Koauuecmea cymouHozo Oenka (Ho He Gonee 10%) 6
OCHOBHOM 3a cuem 0esKa AMUHOKUCIOMHOL cMecu 8 3a8UCUMOCMU 0m MoaepaHmHocmu K nuuje u K
(peHunanamuHy, a maxxe om pusuueckoli akmueHOCMuU NAyueHma u COCMOSIHUSL €20 HympumueHo20
cmamyca [19, 24].

Benox 3a cuem ecmecmeeHHblx NpodyKmog 6 dueme paccuumosléaemcst Ucxodst u3 0onycmumblx
cymouHslx Konuuecms @A ¢ yuemom, umo 1 ez 6enka codepxcum ~50 me @A. B 3asucumocmu om
nepexocumocmu nuujegozo @A donycmumoe u 6e30nacHoe ezo Koauuecmeo 8 Cymku cocmaesusiem om
90 do 35 me/ke maccel mena 0ns demeli nepsozo 200a xusHu. B numanuu demeli cmapue 1 200a, a
maxkxe noopocmKo8 u 83pociivbix donycmumoe Konuuecmso @A nocmeneHHo cHuxcaemcs ¢ 35 do 10 m2/
ke maccol mena peberka (IIpunoxcerue A3.9, npunoxcenue A3.10). Takie 8 npouyecce JeueHust
onpedesnisiemcsi CymouHas. MmMonepaHmHocmes K Nuujeeomy (QeHunaiaHuHy, Komopas 3asucum om
cmeneHu nopaxceHust pepmenma peHuNaIaHuH2UOPOKCUNA3bL U 803pacma nayueHma.



e PexkomeHyeTcsl BCeM IallyieHTaM IIpY OpraHM3aluy AMeToTepanuy C Lelblo ee ONTUMU3aLun
YUMUTBIBATb KIMHUYECKyl0 (opmy 3aboneBanus, ypoBeHb DA B KpOBM, BO3PACT, IIOJ;
HYTPUTMBHBII cTaTyc (pusmueckoe pa3BUTHE), TONEPAHTHOCTb K MUIIeBOMY (eHMIaIaHUHY,
kommuectBO DA ¥ HATypaabHOro G6esika, IOMYy4aeMOTO C MUINEH, KOIUMYECTBO OCHOBHBIX
MUIIEBbIX BEIECTB M SHEPTUY B Jieue6HOM paryose [16, 20, 23].

VpoBens y6eguTenbHoCTU pekomenganym C (YypOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5).

KommeHTapum: npu HasHaueHuu duemsl 8ajiceH uHOUsUdyansHolli u dugepeHyuposarHolii nooxoo K
UCNONBb308AHUI0 CNEYUATUZUPOBAHHLIX U HAMYPANbHBIX NPOOYKIMO8 CO0MBEMCMEeHHO 803pacny
nayueuma.

Zna nayuenmos I'DA Hezasucumo om ux 803pacma coXpadsemcs: 3anpem Ha npodykmel, Haubonee
6ozamole (PeHUNANIAHUHOM, Maxue Kaxk MsSCo, pvlba u usdenus u3 Hux. Teopoz, meepovie Cblpbl,
000608ble, KYpuHble ALYA, Opexu MO2Zym 6 02PAHUUeHHOM KOJuYecmae 8Xo0ums 8 payuoH NayueHmos
cmapuiezo 803pacmd ¢ yuemom moJiepaHmHocmu K ¢enunananury. He pekomendyemcs ynompeoneHue
nayueHmamu ¢ FOA npodykmos ¢pacmeyo, 2a3upo8aHHbslX HANUMKOS ¢ Noocaacmumessmu (acnapmam
unu nuwesas dobaska E951), codepyawjux ¢peHunanaHuH.

Takmuxka Ouemomepanuu npu CcONyMcmMeylwux 3ab01e6aHusx (8bIPaxeHHAs 2unepmepmusi,
UHMOKCUKayus,, pasiuuHsle OJuchencuueckue sejleHUs), a maxkxe npu omkase om npuema
AMUHOKUCJIOMHOL  CMecu  3aKauaemcs 6 KpamkoepemMeHHOM (Ha 2-3 OHsl) npeKkpauweHuu
duemomepanuu ¢ 3ameHslx JieueOHbIX NPOOYKIMO8 HA HAMYPAJIbHbIE C HEBbICOKUM coOepxcaHuem 6enKa.
Iocne cmuxauus ocmpozo nepuoda 060S€3HU 6 PAYUOH BHOBL BB00UMCA CNEYUANUSUPOBAHHBITI
npodykm, Ho 3a 0Oosee Kopomkuil nepuod, uem 6 Hauane neveHus. Eciu nayuenm c I'PA He
omkasvleaemcss om nuwju 60 epemsi 0071e3HU, MO JleueHue CONyMCcmeynwux comamuieckux
3ab6o1iesanuti nposooumcs no o6ujenpuHamoli cxeme u He mpebyem npekpawjeHus duemomepanuul.

e He pexomenzayercs mnanyeHtam ¢ ['®A ymorpebieHMe MeAMKAMEHTO3HBIX IIpernaparos,
6MOJIOTMUeCKY aKTUBHBIX 106aBOK, comepxkamyux @A miu ero Impou3BOLHbIE, IOACIACTUATEND
acnapram [87].

VYpoBeHb yoenuTenbHOCTH pekomeHaanum C (YpoBeHb JOCTOBEPHOCTU T0Ka3aTeIbCTB —5).
3.1.2 MegukaMeHTO3Hasl Tepanus

¢ PeromeHayeTcs HasHaueHNe MATOTEHETUUYECKM OOGOCHOBAHHOTO JIEUEHUSI CUHTETUUYECKUM
a”Hajiorom BH4 (camponTepuu** (A16AX)) maumentam ¢ TI'DA, 00yCIOBIEHHOI
HeIOCTaTOUHOCThI0O BHy  (tunmepdenHwmwnananunHemuss BH4 — pedwunurHas), ¢ ILeJbO
MpefoTBpalleHNs TSDKeIbIX HeBPOIOTUUEeCKNUX HapyieHuii [87, 97].

VpoBeHb yoeauTeIbHOCTY peKoMeHgaum A (YpOBeHb JOCTOBEPHOCTH JOKa3aTelIbCTB —1).

ok

* ucnonvdyemcs 8 Komniaexce
duemomepanueli unu 6e3 Hee (TTpunoxerue A3.11). HauansHas 0o3a canponmepuHa™*y nayueHmos ¢
HedocmamouHocmuto BH4 cocmaensiem om 2 0o 5 mz/ke maccel mena npu npueme 1 pas e dewv. Jlo3a
Moxcem Gvimb ygenuueHa do 20 me/Ke maccel mena 6 OeHv. s 00CmMuxdceHus ONMuMaisHO20
mepanesmuueckozo agpekma cymounas 0oza npenapama moxcem Ovimb paszdeneHa Ha 2 uau 3
npuema 8 meueHue OHsl.

KommeHnTapum: 8 3asucumocmu om ¢opmel DA canponmepuH

e PekomeHpyeTcCsl HA3HAYATh AOTIAaMMHEpPIr1Yeckye mpernaparsl, mpeaiieCTBeHHUKY CePOTOHMHA
B KOMIUIEKCHOM JieyeHUM MaiueHToB ¢ BH4 pedwurmurabiMu T'DA ¢ 1enbio KOppekIuu
9KCTpanupaMuIHOro CMHApoMma [5, 6, 27,28, 124]

VpoBeHb yoeauTeabHOCTU pekoMeHganuy C (YPOBEeHb JOCTOBEPHOCTH IOKa3aTeIbCTB — 4).

KommeHTapum: HasHauawmcs #nesodona+[kapéudona]**(npomusonokazan demsm do 18 nem,
HA3Hauaemcsi N0 NOKA3AHUI «CUHOPOM NAPKUHCOHU3MA», 006140 mpedyemcs 1015 m2/kz 6 cymKu no
negodone), npedwlecmeeHHUK cepomMoHUHa 5-zudpokcumpunmogar (10 mz/ke 8 cymku)(Guonozutecku
akmueHas dobaska) [124].

e PekomeHAyeTCs TIPOBEIEHNE TallieHTaM KOPPEKIMY HeAO0CTATOYHOCTM (POIMEBOI KUCIOTHI, a
TaKKe AOTOMHUTETbHOe Ha3HaueHue (onneBoii KUCIOThI** pu 6epeMeHHOCTH [5, 16, 121-124].

VpoBeHb yoeauTeabHOCTV pekomeHganuy C (YPOBEHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5).

KommeHTapuii: ¢Qonuesas Kucioma** HasHauaemcss nauyueHmam npu Odeuyume O0aAHHO20
MUKpPOHYmMpueHma 6 coomeemcmeuu ¢ uHcmpykyeti eti kK npenapamy (0C00eHHO 8aXCHO HA3HAUEHUe
(onuesoii kuciomst™* 8 nepastii mpumecmp 6epemeHHocmu - 400 mke/cym).



B Hekomopuix cryuasx mpebyemcs duema c ozparuveruem @A u HazHaueHuem Goauesoli KUcaomeol u
ee npou3eodHsix (TTpunoxcerue A3.11).

Ha3nauenue cnedyem nposooums 1nod KOHMPOTeM YpPOB8Hs (onuesoll KUCI0movl 8 Kpoeu, 8 psioe
uccnedosawuil ommeuaemcst 0axce NOBvlUEHHDBII YPo8eHb (honuesoll Kuciomst y nayueHmos ¢ O@KY
[121].

e PekomeHayeTcs MeqMKaMeHTO3HAas Teparus carnpornrTepuHom™* nauyeHtam ¢ ®AT-3aBucumMoii
[DA, wumeromuMm [0 JedeHus: KoHLeHTpauuio DA kpoBu Bbille 360 MKMOJb/I,
MPOJAEMOHCTPUPOBABIIUM TOJIOKUTENbHBIN OTBET Ha TeCTUPOBAHME CAPONTEPUHOM B BUAE
CHIMKeHMSI KOHUeHTpauuyu DPA KpoBM M TOBBILIEHMS TONEPAHTHOCTM K MUILEBOMY
(beHMnamaHMHY C 1EJbI0 PACIIMPEHMS IVETHI Y TTOBBIIIEHMS KauecTBa KU3HM nanyeHTa [27, 28].

VYpoBeHb yoenuTenbHOCTH pekomeHaanum C (YpoBeHb JOCTOBEPHOCTU TO0Ka3aTelbCTB —5).

KomMmeHTapum: mecmuposaHue NnomeHyuanbHoll uyecmeumensHoCmu K npenapamy u JeueHue
canponmepuHom** npogodum u KOHmMpoJUpyem 8pau, Komopbulii ocyujecmeisiem makice HabnwoeHue
nayuenmos ¢ DA (cxemot mecmuposarust IlpunoxceHue A3.12).

Omeem Ha JleueHue npenapamom canponmepuH™* oyeHusaemcss N0 CMeneHu CHUMEHUS
KoHyeHmpayuu @A e kposu nayueHma npu coonr0deHUU cMabunbHoOl 2uN0PeHUNANIAHUHO80TI Juembi.
Tayuenm cuumaemcst uy8CMBUMENbHbIM, €ClU pasHuya yposHss @A, NonayueHH0z0 N0 OKOHUAHUU
nepuooa oyeHKU 0meema Ha jeueHue, U e20 UCXOOH020 YPOB8HA neped HAUAIOM npuemda hpenapama
cocmasnsiem 30% u Gonee.

e PexromeHpyercst poBefieHe 48-4acoBOro TecTa MalyeHTaM crapiie 1 rona, MogpoCcTKaM U
B3POCIBIM C 1IeJbI0 OIpeleseHus] UYYBCTBUTEIbHOCTM K JIEYEHUIO CAMpPONTEepUHOM™ ™ 1
MOJIy4eHusl TIOJOXKUTENIbHOTO OTBeTa B BUAE CHIOKeHUsT KoHUeHTpauumu ©OA KpoBU U
TTOBBIIIEHNS TOJIEPAHTHOCTHM K TIUIeBoOMY heHmmananuuy [27, 28].

VpoBeHb y6eauUTeIbHOCTU AOKa3aTeNbCTB C (YPOBEHB JOCTOBEPHOCTH PEeKOMeHAAMI — 5).

KommeHTapuu: npu nosyueHuu NoJ0#UmeasHo20 omaeema npogooumcs npobGHoe jieueHue He MeHee
28 cymok u OGonee, 8 meueHue KOMOpozo onpedessemcs: cmeneHb NOBbIUEHUS MOJePAHMHOCMU K
nuujesomy (eHunanamuHy u esipabamoiéaemcs OanvHellas Makmuka JieueHusl. Bo3moiHO
nposedeHue Mecmupos8aHust y HOBOPOXOEHHbIX NAYUEHINOB.

e PeKOMeHZyeTCsl NPONOIKUTb TECTMPOBaHME 0 7 CYTOK IalyeHTaM B Clydae IMOTyueHus
OTPUIIATENIPHOTO OTBeTa 48-1 YacoBOTO TecTa C IIeJbI0 OIpeleNeHMsT YyBCTBUTEIBHOCTM K
JIUEHUIO CATPONTEPUMHOM™® ¥ TIONMyYeHMs TIOJIOKUTENbHOTO OTBeTa B BUIE CHIKEHMUS
KoHLeHTpauuy A KpoBM U MOBbIIIEHMSI TOIEPAaHTHOCTH K MuleBoMYy heHmnananmny [27, 28].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YpOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5).

KommeHTapmm: y HeKomopbix hayueHmos Hadnodaemcs 0mcpoueHHblli NOJOXUMENbHbIL 01meem Ha
JieueHue CcanponmepuHom™** (mak Haswsleaemvle «no30HUe omeemuuku»). Ilpu Heobxodumocmu
OonumenvHas MeOUKAMeHMO3Has mepanus y nayuenmoe I'DA, omeeuawwux Ha JieueHue
canponmepuHomM™* cHuxceHuem ypoeHss @A 8 Kposu, npogooumcs 6 KomOuHayuu c ouemoli npu
UCNOIb308AHUU AMUHOKUCTIOMHBIX CMecel], KoNUuecmeao Komopoix onpedesisem spad.

C coenacus nayueHmMKuU B803MOXCHO NpodoJieHUe mepanuu CcanponmepuHom™* 8o epems
OepemeHHOCMU: canponmepuH™** HasHauarom xeHujuHam ¢ I'PA, y komopsix paHee 6vlia 00KaA3aHa
Yy8CMeUmenbHoCMy K JeUeHUi0 CanponmepuHom™* wiu mem, y K020 paHee nposoousioch JieueHue
OaHHBIM Npenapamom.

¢ PexoMeHAyeTcs1 BceM TalMeHTaM IpyeM MPo(MIaKTHUeCcKoil J03bl MPernapaTos U3 TPYIIIbI
BATAMMHA D ¥ ero NIpOM3BOAHBIX C IeJbI0 KOPPeKIVV/TIpo(MIakTMKM BUTaMuH D-
IedunytHOro cocrosinus [16, 121].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5).

KommeHTapum: 006biuHO HA3HAUAEMCS KOJNeKAnsuugepon™™; npu HeoOxo0umMocmu emecme ¢
KapboHamom Kaasyus 8 CO0meemcmaeul ¢ pekoMeHoayusmu no Koppexuuu sumamuH D- depuyumHuoix
COCMOSIHUL.

¢ Pexkomenpyercs naiyeHtam ¢ [OA u skene3oebUIIMTHON aHEMMEN C TePATIeBTUYECKOI 1ETbI0
IpyueM IepopajbHbIX IIPEIapaToB TPEXBAJIEHTHOIO Keje3a, IIpU  HeoOXOAMMOCTU
L[MaHOKO6aIaMMH 1 ero IIPou3BoJHbIe [44, 46, 129].



VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 4).

e PeromeHpayeTcsl y nauyueHTOB ¢ QA u CygoOpOXKHBIM CMHIPOMOM C TeparneBTUYECKON Leblo
TpUMeHeHVe CUMITTOMAaTUYeCKO TTPOTUBOCYIOPOSKHO Tepanuy Ha (poHe MaToreHeTYeCcKoro
JledeHus (IPOTUBO3NMIIENITHYeCKMe TIpenapatsl) [91,130].

VYpoBeHb yoeauTenbHOCTH pekoMmeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

3.2 Xupypruueckoe jeueHue

XI/IpypI‘V[‘IeCKOI‘O BMeIIaTeIbCTBA OOBIYHO He Tpe6y€TCﬂ.

3.3 NUHoe j1euenue

3.3.1 O6yuenne

O6yueHne SBJIIETCS HEOTEMJIEMO YaCThI0 KOMIUIEKCA TePAIeBTUUECKIX MepOIpusiTHii ipyu F'OA
M AO/DKHO TIPOJO/DKAThCSI HA BCEM TMPOTsDKeHMM 3aboneBaHus. JleueHue I'DPA 00s3amenvHO
gKktoUaem obyueHue CAmMOKOHMPOJ0 YyposHs DA, npuHyunam ynpasieHus 3abosesavuem (pacuemy
duemomepanuu).

e PekoMeHAyeTCs MPOBeeHNe 00yJarouX MepoInpusTuii co Bcemyu mauyeHtamu ¢ I'OA u, B
3aBUCUMMOCTM OT BO3pacTa, UX POOUTENSIMU (3aKOHHBIMM IMPEeACTaBUTENSIMM) OT MOMEHTa
BBISIBJIEHNMST 3a60/IeBaHMS M HA BCEM €ro MPOTSDKEHUM B IIEJISX MOBBINIEHUS 0CBEIOMIEHHOCTH
MAalMeHTOB ¥ YAYYIIeHUsI paclo3HaBaHUs rurnepdeHMIaIaHMHEMUM, CHVDKEHUSI PUCKOB
pPasBUTUSI OCIOKHEHUI, N1 OOCTUMXKEHMSI 1le/ieBbIX IOoKasaTeneil ypoBHS DA u ymydiieHus
CaMOCTOSITe/ILHOTO yIIpaBaeHus 3aboneBanuem [71,79-82].

VpoBeHb yoeauTeaIbHOCTU pekoMeHanuii C (YpOBeHb JOCTOBEPHOCTY TOKAa3aTeIbCTB — 4)

KommenTapum: yenu u 3adauu oGyueHus 00xcHbl OblMb KOHKPEMU3UPOBAHbI 8 COOMBEMCcmeuu ¢
AKMYAIbHbIM COCMOSIHUEM NAyueHmad. B wKony (eHuIKemoHypuu Hanpasaswmcs NAauueHmsl, He
npoxodusuiue o0yueHus (nep8uuHsLll YUKT), U1U nayueHmsl, yxe npouteduiue obyueHue (108MmopHble
Yukasl), Ons  noddepxcaHus Ypo8HS 3HAHULL U MOmusayuu wiu npu NOsBJAEHUU HOBbIX
mepanesmuueckux yeneti.

¢ PekomeHIyeTCsI MCIIONb30BATh CIIEMATBHO pa3paboTaHHbIe CTPYKTYPUPOBAHHbBIE TTPOTPAMMBbI
0o0y4yeHUsI, aApecoBaHHble KOHKPETHOMY KOHTMHIEHTY IalyeHToB c T'PA (Hampumep,
6epeMeHHbIM) ISl JOCTVSKEHMST IIeJIeBbIX IToKasaTteneii DA, mMpobuIakTUKM DPA3BUTUS U
TIpOrpeccupoBaHMsI OCIOKHeHuI [71,79-82].

VYpoBeHb yoeauTeabHOCTH pekoMmeHganuii C (YpOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB —3)

KommeHTapum: o6yueHue mMoxcem nposodumscs Kaxk 8 uHousudyaibHom nopsoke, maxk u 8 2pynnax
nayuenmos. CodepxcaHue 00yuamwWux npozpamm OONHCHO — COOMEENCME08ams  NPUHIMbLM
cmandapmam OuazHocmuku u Jjeuerus T'DA, a ux cmpykmypa — yuumsl8ams OCHOBHblE NPUHYLUNbI
nedazozuxu. IIpoepammsl nodpasymesarnm cmpozo NpakmuuecKyro HanpasaeHHoCcmy U doCmynHocms
ons eocnpusmus. O6s3amenvHole pasodeisbl 00yUarUUX NPOZPAMM:

1. wikona monodwix podumenceii peberka c [DA;

2. 06wue csederus o I'DA;

3. KoHmponwb yposHs PA;

4. duemomepanus;

5. coyuanuzayus u Kauecmaeo HusHu;

6. ncuxosiozuueckue acnekmot y demeti u nodpocmkos ¢ I'DA;
7. dunamuueckoe HabodeHue npu I'DA;

8. nodzomoska k 6epemeHHOoCMU U OepemeHHOCMb npu TDA

Bonvluas uacme épemeHu 8 npoyecce 00yueHus: 00NxHA OblMb NOCBAWEHA NPAKMUUECKOl ompabomie
HAB8bIK08, HEe00X00UMblx 0711 CAMOCMOSMeNbH020 ynpasJjieHus 3abonesauuem. IIpexcde ecezo 3mo
Kacaemcsi KoHmpoJis ypoeus OA, mexHuke nodcuema Koauuecmea 6eska é nuuje.

e PekomeHayeTcs TpoBeneHKe 0oOyueHus] mauueHToB ¢ ['PA cIienymaabHO ITOATOTOBIEHHBIMU
MeIUIMHCKMMM PabOTHMKAMM: BpPauOM-T€HETMKOM, AMETOJIOrOM, HEeBPOJIOrOM, IeauaTpoM,
TepareBTOM, MeJUIIMHCKOI CeCTPOii; C y4acTreM MeIUIMHCKOTO ICUXOJI0Ta JIsl IO de PXKaHusT
YPOBHS 3HaHUI 1 MoTuBauuy [80-82].



VYpoBeHb yoeauTenbHOCTH pekoMeHganuit C (YpOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5)



4. Peabunauranus

OcHo8HBIMU acnekmamu MeOUYUHCKOL U coyuansHoli nomowu nauyueHmam ¢ IT'PA saenswomcs
JduazHocmuka, KOHMpOoJib 3a JiedeHUuem U COYUanbHAs peaduiumayusl.

MeduyuHckas peabunumayus exaouaem 6 cebs caedyroujue pekomeHoayuu:

e PekomeHayeTcs COOJIOeH e peKOMEHIALIMI Bpaya 110 JUeTUUEeCKOMY MUTAHUIO MalMeHTaM C
['®A nis mpepymnipesxneHus OCIOXKHeHuI [36, 37].

VYpoBeHb yOeOUTeIbHOCTY PeKOMeHAanuii B (YpoBeHb OCTOBEPHOCTU T0Ka3aTeIbCTB —2).

KoMmmeHTapuu: npeumyujecmeeHHo y demeli WK0JIbHO20 603pAcma U 83pociiblx NOGbIULAEMCS YPOBEHb
@A Kposu 8 853U C HapyuleHueM pekomeHOayuii no oOuemuueckomy numauuio, 4mo mpebyem
ncuxonozuueckoil noddepiku nayueHma. YpoeeHv UHMENNEKMYalbH020 pa3eumust nayueHmad, ezo
KOZHUMUBHblE (yHKYUU uMerom Koppeasyuro co 3HaueHuem DA kposu 8 meueHue wusHu [36, 37].

e PexoMeHaOBaHa KOHCY/IbTAllMM MEAUIMHCKOTO IICUXoora nauyeHtaMm ¢ ['OA s KoppeKkuum
TICUXOJIOTMYECKOTO COCTOSTHUS IPU HamMumu rokasanmii [30, 51, 52].

VYpoBeHb yoenuTenbHOCT pekomeHaanum C (YpoBeHb OCTOBEPHOCTHU TOKa3aTeIbCTB — 4).

KommenTtapum: [Icuxonozo-nedazozuueckas peabunumayus demeii nodpocmkoeozo 8o3pacma. OHu
cmankusaomcs ¢ npobnemamu nepuoda nNoji08o20 CO3PeBAHUs, KOMopwle CONposoxdaemcs
cmpemieHuemM K He3asucumocmu, NpomecmHsiM nogedeHuem, a makie no08epMeHHOCbI0 8IUSHUS
C8EPCMHUKO08. MO Nnepuod uacmeix 0mKkaszos nayueHmos ¢ I'PA nodpocmkos om duemomepanuu,
ynompe0neHuss npooykmos cneyuanusuposaHHozo NUMAHUs, d MAKxe B8bICOK020 pUCKa nomepu
Memabonuueckozo KOHMPOJA U NOJIHOU ympamst MeOUYUHCKO20 HAO00eHUs.

CoyuanvHas peabuiumayus exkauaem 8 cebs opeanusayuio numauus Oemeli ¢ ITDPA 8
00We00pasosameibHbIX, 0300POBUMEIbHBIX YUPEHOEHUSIX; Y 83POCbIX — B03MOMCHOCMb UCNOIb308AHUS
cneyuanu3upo8aHHsix npodykmos JieuebH020 NUManus Ha padouem mecme.

Ocobyto ponv 8 nomowu nayueHmam ¢ I'DPA uepaiom obujecmeeHHvle opzanusayuu. Opeanusayusi,
obsedunsitowjas podumeneii demeii ¢ I'PA u 63pocibix NnayueHmos, nomozaem 8 COYUANBHOL
peabuiumayuu, coyuanvHol adanmayuu, nomMowu 8 mpydoycmpotiicmeae, opzaHudayuu omovixa 6 m.u.
8 JlemHux aazepsx, 00cyzd, COYUOKYAbMYpHOU peaduiumayuu u Opyeux Meponpusmusix, a makice
npoeedeHuuU pooumesibCKux WKoJ U CEMUHApos.

Hecmomps Ha mo, umo IT'DA He s815emcs wusHeyzpoxcaoujum 3abonesanuem, npu Heo6Xooumocmu 6
pamkax peabuaumauuu paccMampusaemcs NAIUAMUSHAS NOMOUb, KOMopas eKjawuaem 8 ceos
cucmemy mMep no YIyuuleHuIo Kauecmed #Uu3Hu NayueHnos ¢ y2poraoujumu HU3HU U COKpauanyumu
HCU3HDL 3a00J1€8aHUSMU, NPEUMYUECNBEHHO 8 MEePMUHAILHOL cmaduu paseumus, u hpedcmasnsem
€000Li akMueHbLIl U YesI0CMHbILE N00X00 K OKA3AHUI0 NOMOWU, HAUUHARWULICS C MOMEHMA NOCMAHOBKU
0uazHo3a u NOKpuI8anWull (usuueckue, SMOYUOHAIbHbIE, COUUAIbHBIE U OYX08HbIE ACNEKMbl 8NI0Nb
do cmepmu.

[MannuatuBHasg nomoub nauyeHTam ¢ I'DA okaspiBaeTCs Ha OCHOBaHMM COOTBETCTBYIOIIVX
HOpPMAaTUBHBIX JOKYMeHTOB (cM. [Ipmioskenne A3.)



5. ITpodunakTuka

5.1 ITIpodpnnakTuka

e PexomeHAayeTCsl  IPOCIEKTMBHOe  MeJMKO-TeHeTM4Yeckoe  KOHCYJAbTMpOBaHMe  1ap,
ITAaHUPYIOLIMX OGepeMeHHOCTb C peKOMeHjalMelt oOciemoBaHMsS Ha TeTepO3UTOTHOe
HOCUTEBCTBO YaCThIX MyTalnii B TeHe PAH ¢ 11e/1bI0 MPOTHO3a ITOTOMCTBA [16, 55].

VYpoBeHb yoenuTenbHOCT pekomMeHaanuii C (ypoBeHb JOCTOBEPHOCTHU TOKA3aTeIbCTB — 4).

KommeHTapuu: uacmoma Hocumenscmea namozeHHotli mymayuu 6 zeHe PAH ¢ P® cocmasnsem
1:50. Ipu evisineHuu I'PA 6 cembe — 06cnedosanue podcmeeHHUKO8 OISl YIMOUHEHUST 2emepo3U20MHO20
Hocumenscmea mymayuu 6 zeHax PAH, PTS, QDPR, GCH1, PCBD, SPR, DNAJC12.

e PekomeHIyeTCsI MeAMKO-TeHeTHUeCKOoe KOHCYJIbTMPOBaHMe I1ap, MMeWLMX B CeMeiiHOM
aHaMHe3e gereit ¢ T['®A, TUIAHMPYIOIIMX OepeMeHHOCTb C Ie/Ibl0 MH(POPMUPOBAHUSI O
BO3MOXKHOCTYM [OPOZIOBOJ JAMAarHOCTMKM: TIpeHaTaabHasl [OUArHOCTMKA, WCIONb30BaHMe
BCIIOMOTATe/IbHbBIX PENPOLYKTUBHBIX TEXHOIOI M [16, 56].

VYpoBeHb yoeauTeabHOCTH pekoMeHganuii C (YpoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB —>5).

KommenTtapum: /Jopodosas duazHocmuka npogooumcs 8 nape, z0e ycmaHosjieHo, umo Oydyujue
podumenu A6JI1I0Mcs. Hocumensamu mymauyuu 6 ooHom 2eHe: PAH, PTS, QDPR, GCHI1, PCBD, SPR,
DNAJC12. BeposmHocmb poxcderus pebenka ¢ TDA y HeHWUHDBL UTU MYHCUUHBL, CMPAadanujux 0aHHbsIM
3abosiesanuemM, peanusyemcss 6 cayude, ecau 6Mopoll pooumensv SGJAAEMCS  2eMepo3uz0mHbIM
Hocumeiem MymaHmHozo zeHa (puck 50%) unu maxxce cmpadaem I'PA (puck 100%).

e PekomeHayeTcsl KOHCYIbTMPOBaHMEe [leBOYeK IIOAPOCTKOBOrO BO3pacTa U SKEHIIMH,
crpajatomyx [OA, o BOMPOCY MJIAHMPOBAHUSI CEMbU C Le/bl0 MPenyNPeXAeHUsT POXKIEeHUS
pebeHKa ¢ CMHIPOMOM «MaTepUHCKOI heHmmkeToHypun» [20, 115,116, 126].

VYpoBeHb yoeaUTeTbHOCTH PEKOMEeHAaInii A (YypoBeHb JOCTOBEPHOCTH JJOKA3aTeIbCTB —3).

KommenTtapun: [Ipu nianuposaxuu 6epeMeHHOCMU, HeaamensHo, umobsl yposeHs @A kposu 3a 2-3
Mecaya 0o 3auamus u 8 meueHue 6epeMeHHOCMU He Npesbiulan 360 MKMOJb/ 1.

Ipogunakmuxka namonozuu nnoda, 6 mom uucne BIIP, y 6GepemenHolti c DA

¢ PeromeHayIoTCsI 6epeMeHHOI ¢ TDA cTporue AyeTuvecKkyie orpaHMYeHns MocTyrieHns @A ¢
nuieit ¢ uenblo NpoduIakTUKY naToaoruu mioga [16,117,118].

VYpoBeHb yoeauTenbHOCTY pekoMeHaanuii C (YpOBeHb JOCTOBEPHOCTY JOKa3aTeIbCTB —5).

¢ PekomMeHIOBaHO HAa3HAUEHMEe CAMpPONTEpUHA™ B CIydyasx, eciM paHee y TAIMEHTKU ObuIa
TOATBEePKIeHA UyBCTBUTEIbHOCTD K MMPUMeHEeHMI0 KohakTOpHOI Tepanuu [54]

VpoBeHs yoenuTenbHOCTY pekomeHganuii C (YpOBEHb JOCTOBEPHOCTH JOKA3aTeNbCTB —4).

KommeHTapum: nodpobHee cm. pazdenst «JuazHocmuka» u «/IeueHues.

5.2 JIucriancepHoe HaOIOAeHMe MAIMEeHTOB C KJIacCUM4ecKo
benmnnkeroHypuen

C uyenvlo npedynpexioeHus UHMELIEKMYANbHbIX, KOZHUMUBHDLIX, Ppeuesblx, N03HABAMEIbHBIX
HapyuwleHuil, 2apMOHUUH020 (Qu3uueckozo paszeumus ducnauicepHoe HabriodeHue 8Kawuaem 8 cebs
cnedyroujue pekomeHoayuu:

KOHTpOJII) 3a aJeKBAaTHOCTBIO JICUECHU S

e PekoMeHIyeTcCsl OCYUIeCTB/ISTh B3STHE KPOBM YTPOM HATOLIAK (IIOC/IE HOYHOTO TOJIOHAHWMS)
BCEM TAIMEeHTaM JJis OTpeesieHMsI KOHTPOIbHBIX 3HaUeHnt DA kpoBu [25, 16].

VpoBens y6eauTenbHOCTU pekomenaanym C (YypOBEeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 5).

KommenTapumn. B Hacmosiuee 8pems YyCmaHosaeHo, umo yposeHs DA 6 Kposu CHUMAEICs 8 meueHue
OHsl, npuuem camplii 8vlcoKUll yposeHb DA 6 Kposu docmuzaemcs paHo ympom Nocie HOYHO20



20n100anus. Ipasuna 3a60pa Kposu Ha Quasmp 6 npunoxeHuu A3.14.

e PeromMmeHpayeTcsl npuaepkuBaTbcs ypoBHS DA KpoBu B mpefenax or 120 mo 360 MKMOb/I
nauyeHTaM B BO3pacTe C POXAEHUs OO0 12 jeT ¢ Lenblo MNpenynpexaeHus] HapyluleHWUi
HeJpPOINCUXNYeCKOT0 Pa3BUTHS ¥ KOTHUTUBHBIX PacCTPOiACTB [29, 16].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YpoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5).

KommeHTapum: Yacmele Ko1e6aHus u npesviuleHue yeiesblx mepanesmudeckux 3HaueHuti @A kposu
y demeli & go3pacme 0o 12 nem npueodsm 6nocaedcmeuu K HAapyuleHustM Hetiponcuxuueckozo
paseumus u KoZHUmueHslmM paccmpoticmeam [29, 16].

e PexomeHpyeTcs npuaepxxuBaTbcss ypoBHSI @A kpoBu B mpegenax or 120 7o 360 MKMOJb/I €
LIeJIbI0  TIPEeNyIpPEeKAeHNs] HapyIIeHUI HeNPOICUXUYECKOTO pasBUTUSL M KOTHUTUBHBIX
paccTpoiCTB:

o mamueHTaM B Bo3pacre c 12-18 net [29, 30, 75, 76, 90, 105, 127];

VYpoBeHb yoeaUTeTbHOCTY peKOMeHAaIy B (YpoBeHb JOCTOBEPHOCTY JOKa3aTe/lIbCTB — 2).
o B3pocibiM [29, 30, 75, 76, 90, 105, 127].
VYpoBeHb yOOUTEeTbHOCTY PEKOMeHAAM B (YpOBeHb JOCTOBEPHOCTHY TOKAa3aTeIbCTB — 3).

KommenTapuu: donyckaiomcs 6osee @vicokue Konebamus @A kposu Ha dueme, HO He gvlie 600
MKMONb/n [29].

Boino nokaszavo, umo dumenvHoe nosvlileHue yposHs @A 8 kposu y 83pocivix ¢ PAT-3asucumoti FTPA
ompuyamesvHo 8ausem Ha NCUXOIMOYUOHATIbHOE COCMOsiHUe (1abuibHoe HacmpoeHue, denpeccusl),
npueooum K HapyuleHur 6HUMaHus u opyaux HetipokoeHumueHsix gyrxyuti [30, 16, 52].

e PekOMEHAyeTCs CTPOTro CIeA0BaTh rMIOMEeHMIANIaHMHOBON eTe U NMPUAEPKUBATHCS YPOBHSI
®A kpoBu B mpepenax ot 120 go 360 MKMOJIb/JT XXEHIIMHAM B IEPUOIbl MperpaBuaapHON
moaroToBku, I u Il cemecTpoB 6€peMeHHOCTH C LeJIbI0 MPOMUIaKTUKY CMHIPOMa MaTePUHCKOI
@KV [16, 106, 107, 128].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KoMmmeHTapum: omcymcmaue duemuueckux ozpaHuyeHuil u Konmpoas 3a cooepxcarHuem @A kposu y
HEHWUH 8 npezpasudapHulii nepuod u 80 8pems GepeMeHHOCMU 3HAUUMENbHO NOBbIUIAIM PUCK
paseumust y nioda «cuHopoma mamepurckoti OKY» [72-74].

e PeromMeHayeTcCs NOAAepKMBATh HMUKHUI 11e/1eBOi ypoBeHb @A KpoBU He MeHee 120 MKMOJb/
BCeM TAalMeHTaM [T  OPOGUIAKTURY — HedUIMUTHBIX  COCTOSTHMIA M OCJIOKHEHMIA
runodeHnIaNaHMHOBO AueTsl [31].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YPOBeHb JOCTOBEPHOCTH JOKA3aTENIbCTB — 4).

KoMmMmeHTapum: wupoko ucnonv3yemolli HuxcHuil yenegoil yposeHo DA 6 kposu - 120 MKMONb/]
noJiyueH Ha OCHOBAHUU KAUHUUECKO20 ONblimd, ONUCbIBAruez0 Hebaazonpusmusle nocnedcmeus Ha
cocmosiHue 300p08bsl hayueHma npu OJIUMenbHO COXPAHSIIOUWUXCSL 0UeHb HU3KUX KOHUeHmpayusix DA e
Kkposu nayuenma [31].

B Odemckom 803pacme 3mo N06blUIEHHAS 3aA00/1e8AeMOCMb, HUBKUL HYMPUMUBHBIL Cmamyc,
SHmeponamuueckuii  akpodepmamum. Y ~ 83pociblx -  HedoCmamouHoCms — NUMAaMusi,
NCUXOIMOYUOHAIbHbIE PACCMPOLICIGBA, Y MeHWUH penpooyKmueHozo eo3pacma - Oecniodue, y
OepemeHHblx ¢ T'DPA — 8HYmpuympobHas 3adepika paszsumusi naoda, poxcdeHue pebeHKa C
HedocmamouHoti maccoti mena K cpoky zecmayuu [25].

e PekomeHAyeTCS KOHTPOJIb YpPOBHSI PA KpoBM [JIs1 OLieHKM 3(PQPEKTUBHOCTM TEpAIUMU y BCEX
MauyueHToB [36-41].

VpoBeHb yOeOUTEeIbHOCTY PeKOMeHAalnii B (YpoBeHb OCTOBEPHOCTHY TOKA3aTeIbCTB — 2).

KoMMmeHTapum: ¢ nosgjieHueM HOBbIX MmepanesmuyecKux 803MoxcHocmetli MeOUKAMeHmMO03HO020
JleueHus1 pexomeHdyemcs npudepxcusamocs yposHs @A e kposu 120-360 mrmons/n (2-6m2/0n) 0ns
ecex go3pacmos [36-42].

e PekomMeHAyeTcCs TallieHTaM C MaKCMMa/IbHbIM 3HaueHueM ypoBHS DA Ha ckpuHuHTe 360
MKMOJIb/JT (6 MI/[IJ1) B TeUeHMe TIePBOTO Iofa KM3HU KOHTponupoBaTth @A KpoBu He pexe 1 pasa
B MecCsl, C 1ebl0 CBOEBPEMEHHOTO BbISIBJIeHMs TIOBbillleHMST DA ¥ Ha3HaYeHUs



IaTOTeHEeTUUCEKOTO JIeueHUsl M/viu yTouHeHus: hopMbl [DA 1 06513aTeIbHOTO AVCIIAHCEPHOTO
Habmonenns [42, 43].

VYpoBeHb yoeauTeabHOCTH pekoMeHganmit C (YpOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommenTapum: Huskue yposHu ®A no pe-mecmy mpebGywom nposedeHus OugdepeHyuansHoli
duaeHocmuku u uckioueHuss BH-4 deguyumnoix popm FDPA [33].

o PekOMEHAyeTCS PEerylIsipHblii KOHTpPoib ypoBHS PA y mamueHToB ¢ BH4 meduiumutTHbIMU
bopmamu I'PA ¢ 11e/1bI0 TOAAEPSKAHNST €T0 KOHIIEHTPALUM B IIpeeaX HOpMaJbHbIX 3HAaUeHMUIA
(mo 120 MKMOJIb/JT VI 2MT/IT) WU TIPUOIMKEHHBIX K HUM [33, 70].

VpoBeHb yoeauTenbHOCTH pekoMeHaanuit C (YpOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KommenTtapuu: IIpu BH4 OJejuyumnoili I'PA KoHmpons adekeamuocmu mepanuu maxxie
nposodumcs no ypostio @A kposu [33, 70].

e PekomMeHAyeTCsl BCeM MallyeHTaM CJIeyloliasi ONTHMalIbHasl 4acToTa MUCCIeLOBaHMS YPOBHS
®A KpoBM [IJ1s1 CBOEBPEMEHHOV KOPPEKUMM INeTOTepanuu:

- B BO3pacTe 0 3-X MecsIeB - 1 pa3 B HeAeso (10 OMyYeHMs CTaOMITbHBIX Pe3Y/IbTAaTOB) U Jajee
1 pa3 B 10 gHeii,

- c1lropma o 6 et — He peske 1-2 pasa B Mecsll,
- ¢ 7 ucrapiie - He pexe 1 pasa B 3 mecs1ia,

- nst 6epeMeHHbIX ¢ PAT-geduiuTHOI TDA — He peske 1 pas B 7 gHeii B I TpumecTpe u He pexke 1
pas B 2 Hezenu BO 2-3 TpuMecTpax [16, 66].

VYpoBeHb yoeauTeabHOCTH pekoMmeHganuii C (YpOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KommeHTapum: daHHvie pekomeHOayuu OCHOBAHbl HA MHO207emHeM onwime pabomol epauel,
cneyuanu3upyoujuxcs Ha JedeHuu nayueHmos (peHunkemorypueii 6 P®, u 6uiiu npedcmassieHst 8
npedblOyWux KAUHUYECKUX PeKOMeHOayusx no eHunkemonypuu. B Eeponelickux cmpavax uacmoma
pekomeHdyemblx uccredosanuli eviuie: do 1 200a 1 pas e Hedenro, om 1 200a do 12 niem 1 pa3z 8 2 Hedenu,
cmapuie 12 nem 1 pa3 6 mecauy, npu nodzomoske k 6epemerHocmu 1 pas é Hedenio, npu bepemeHHoOCMu
2 pa3sa 6 Hedento[16, 66].

e PekOMeHJyeTCsI: UCCIef0BaHMe KIMHUYECKOTO aHaau3a KpOoBU BceM naumeHTaMm ¢ DA pjas
OlIeHKM OCHOBHBIX ITapaMeTpPOB KPOBETBOPEHMS M HaIMuMsI BOCHAIUTENbHBIX ITPOIIECCOB He
pexe 1 pa3a B rop, [16, 44, 66, 119-121].

VpoBeHb y6eaUTEeIbHOCTY PEKOMEHAAUMI A (YPOBEHb JOCTOBEPHOCTH AOKA3aTEIbCTB — 2).

KoMMmeHTapum: npu npumeHeHul 02paHudumesnsHoll ouemsl 803MOMCHO pa3eumue anumMeHmapHol
Henesodeuyumuoll aHemuu, Komopas Moxcem umems JameHmHslll xapakmep. HccnedosaHue
nposodumcs He pexce 1 pasa 8 200 [16, 45].

e PexkomeHpyeTcsl MCClefoBaHMe O0IIero (KIMHMYECKOrO) aHalM3a MOYM BCeM MalMeHTaM C
I'®A c nesnblo BeISIBIEHNS KpUCTA/UTypUM He pexke 1 pasa B rof [90].

VpoBeHb yoenuTenbHOCT pekomeHaanuii C (YpoBeHb JOCTOBEPHOCTHU IOKA3aTeIbCTB — 5).

KomMMeHTapum: npu npumeHeHUU 02paHuuumesibHoli Ouemsl 803MONCHO pA38UMUE KPUCMALTYPULL.
HccnedosaHue nposodumcs He pexce 1 pasa 8 200.

e PeKOMEHZIyeTCSl MCCIeNoBaHMe OMOXMMMUYECKOTO aHamm3a Moum (dbocdop, KambLmii.
KpeaTuHUH 06esoK, anbOymMuH) manueHTam ¢ ['DA C 1ebl0 BbISIBIEHMS MeTaboanMuecKoii
Hedponarum [90, 92].

VYpoBeub yoeauTeabHOCTH pekoMmeHaanmii C (YpoBeHb JOCTOBEPHOCTY JOKA3aTeNIbCTB — 5).
KommeHnTapuu: He pexce 1 pasa é 200

e PekomeHayeTcCs OIpeleieHe COOTHOIIeHUsT (QeHMIalaHHa/TUPo3uHa TanyeHTaMm ¢ T'PA c
1IeJIbI0  CBOEBPEMEHHOI IMarHOCTUKY/TIPeAYIPEKIeHNs SIBJIeHVI, BbI3BAaHHBIX meduiirTom
THPO3MHa/M36bITKOM (eHytanannHa [101-103].

VYpoBeHb yoeauTeTbHOCTH pekoMeHganmii C (YpOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 4).



KoMMmeHTapmm: npu npumeHeHuu O02paHuuumensHoli Ouemsl 603MOXCHO passumue deuyuma
He3aMEeHUMbIX AMUHOKUCAOM, 6 uacmuocmu- muposuna. Hccnedosanue nposodumcs memooom
maxO0eMHOll Macc-chekmpomempuu, uacmoma onpedensiemcs UHOUBUOYAbHO, 8 CpeOHeM, He pexce 1
pasa e 200.

¢ PekomenpgoBaHo maieHTamM ¢ ['®A 1poBefeHKe OMOXMMMUUECKOTO aHajau3a KpOBU
0011eTepareBTUYECKOTO C LIeJIbI0 OIIEHKY COCTOSIHVSI TTI€YEHM, TIOUEK U BbISIBIIEHMS, OTKIIOHEHMI
Ba)KHBIX OMOXMMMUECKMX TTOKasaTesieii M UX JajbHeiIleil Koppekiuu He pexke 1 pasa B rof
[44,45,46,47,49, 83, 121].

VYpoBeHb yoenuTeaIbHOCTY peKoMmeHaanuii C (YpoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — 4).

KommeHTapum: npu npumeHeHuU 02paHuyumesibHoll duemst 603MOXCHO pazeumue OUChpomeuHemull,
HapyuweHuss MUHepanpHo2o oomMeHa u deuyuma 3CCEHYUATbHBIX MUKPOdieMeHmos. LlenecoobpasHo

onpedesieHue Co0epxcauusl — 2J1I0Ko3bl, 00wez0 Oenka, 0enKosvlx (Qpakuyuli, obujezo O6uIUpYOUHA,
XonecmepuHa, mpuznauyepudos, JUNONPOMeUd08 HUBKOLU U BbICOKOLU NJIOMHOCMU, UleI0YHOL
pocpamase, KpeamuHuHa, MOUeUHbL, anaHUHAMUHOMPaHcpepasol (AJIT),
acnapmamamurompaucgepasst (ACT), Kansyus o0wjez0 U UOHUBUPOBAHHO20, HAMPUS, KaJus,
HeopeaHuueckozo gocgopa, xenesa, geppumuna, yposHs 0CHOBHO20 memaboauma eumamuHa D &
Kkposu (uccnedogsarue yposHs 25-OH sumamuna /] 8 kposu) u eumamuHa Bjy (YuaHoko6anamut),
(honuesoti KUc0msl ¢ Yeavlo OYeHKU Oalanca eaxcHeliuux HympueHmos npu ouemomepanuu, OueHKu
Kansyueso-pocehopHoeo 00MeHa, OYeHKU COCMOSIHUSL NoUeK, neueHu ¢ hepuoduuHocmoio 1 pas 8 200
[44, 45,46,47,49].

e PexoMeHAyeTCsI IPOBeeHME  VHCTPYMEHTAIbHBIX  OOC/IeNOBaHMII  IIOYEK, IIeYeHH,
TIOJKEJTYIOUHO JKesle3bl COIIacHO PeKOMeHAAUMsIM I10 OycMeTabonnyeckuMm HedpomaTusiM,
MOYeKaMeHHO} 6o/e3HM, MeTaboNMUYeckoMy CHHIPOMY B CBSI3) C BBICOKO BepOSITHOCTBIO
pasBUTHSA y TAlMeHTOB ¢ I'PA mopaxkeHMsl TOYEK, MeTaboIMUYeCKOTO CUHAPOMA C IIeTbI0
CBOEBPEeMEeHHO AMarHOCTUKY Y Tepanyy JaHHbIX COCTOSTHUI [99)].

VYpoBeHb yoeauTeTbHOCTH pekoMeHganuit C (YpOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommeHTapum: 006biuHO 6 Kauecmee CKPUHUMe-OUAZHOCMUKU U OUHAMUYECK020 KOHMPONs
nposodumcs yavmpaszsykosoe uccaedosanue (Y3U) opzaHos OpiowHOl nosocmu (KOMNJIEKCHoe) u
nouek He pexce 1 pasza 6 200 nayuenmam ¢ I'DA ona evissneHus oucmemaboaudeckux Hegpponamuti,
HeppoKansyuHo3da, UsMeHeHULl co CMopoHbL neueHU U NooHceayo0oUuHol ee3vl

e PekomeHayeTcss TipoBefeHue 3nekTposHuedanorpapum  (93) u  I3[-MOHUTOPUHTA
nauyeHTaM co Bcemu Gopmamu 'OA npu HanMumMyM HEBPOIOTMUYECKON CUMIITOMATUMKU MJIsI
BBISIBJIEHMS STIWIENITUYeCKOl akTUBHOCTH [91].

VYpoBeHb yoeauTeabHOCTH pekoMmeHaauii C (YpOBeHb JOCTOBEPHOCTY JOKA3aTe/IbCTB — 4).
KommenTtapumn: 391" u D5I-MOHUMOPUH2 N0 NOKA3AHUAM, NPU CMabuibHOM meueHuu-1 pas é 200.

e Peromenpayetcsi nmposeneHe MPT ronmoBHOro Mosra (Hapko3 - 1o IOKa3aHMsIM) NaleHTam co
Bcemu hopmamu I'DA Tpy HAIMUUK Y HUX HEBPOJIOTMYECKOI CUMITTOMATUKM JJIS BbISIBJIEHUS
MIPOTrPeCcCUPYIOIMX M3MeHeHU 6e1oro BelecTBa Mo3ra [14].

VYpoBeHb yoeauTeTbHOCTY peKOMeHAanuii B (ypoBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 3).
KommenTtapumn: MPT no nokasauusim.

e PekomMeHAyeTcsl  UCCIeNOBaHME  MMHEpaAbHOW  IJIOTHOCTM  KOCTHOM  TKaHU  —
(PEHTTEeHIEHCUTOMETPHUS) y TALMEHTOB CTapiie 5 JjeT s AMArHOCTUKM OCTeoroposa,
BBISIBJIEHMS TPYIITIBI PUCKA 110 OCTEOTIOPO3Y U MPUHATHUS TTpoduIakTruyeckux mep [48, 50].

VpoBeHb yoenuTeIbHOCTY pekoMeHgaluii C (YpOBeHb JJOCTOBEPHOCTM JOKa3aTelabCTB — 2).
KommenTapum: uacmoma uccnedosauuli - no noxasavusim He uawje 1 pasa e 200 [48, 50].

¢ PeromeHpyeTcsl TTpOBefieHMe peHTreHorpaduu KUCTU PYK OeTaM co Bcemu Gopmamu DA,
MMeUMM 3aepXKKy (u3uueckoro pasBUTUSI M TIOJIOBOTO DPAa3sBUTUS, AJII OINpemdeseHUs
KOCTHOT'O BO3pacTa U JOTOJHUTETbHO OlleHKM KasablneBo-dochopHoro oo6meHa [104].

VYpoBeHb yoeAUTeTbHOCTH TO0Ka3aTeabCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEeHZAnuu —4).

KommenTapum: ucciedosarue nposooumes nayueHmam c 2 jem



e PekOMEHZIyeTCs TPOBeEeHMe MHCTPYMEHTANbHBIX OOC/IeTOBAaHMII B COOTBETCTBUM C
PEeKOMeHIAIMSIMM TI0 aTePOCK/IepPO3Y U UIIeMUIeCcKoii 60Ie3HM cepalia B CBsI3U C 6ojiee 4acThIM
BBISIBJIEHMEM [JAHHOJ TNaToMoruyu y naumueHToB ¢ ['DA 1 cBOeBpeMeHHOJ OMarHOCTUKU U
crapra/Koppekuyn tepanum [83, 99].

VpoBeHb yOeIUTEeTbHOCTY J0Ka3aTelbCTB C (YPOBEHD TOCTOBEPHOCTY PEKOMEHAANUHA — 4).

KommeHTapuit: nposodumcs asnekmpokapouozpagpus nauueHmam co 8cemu Gopmamvu I'DA, 8
cpedHem, He pexce 1 pasa 8 200, npu He0OX00UMOCMU, NO NOKA3AHUSM, IX0KAPOUOoz2padusl.

¢ PeromeHpyeTcs TTPOBeJeHNEe eKTpoKapavorpaduy u/mimm sxokapauorpaduy maryeHTam C
HapyileHneM  o6MeHa  TeTparuapo6MONTepuHa,  IOJY4YAIOIIMM  JOMaMWHepruueckye
Tpernaparsl, € LieJbI0 KOHTPOJIS T060YHbIX 3 deKrToB neueHns [87].

VYpoBeHb yoeauUTeTbHOCTH T0Ka3aTeabCTB C (YPOBEHb JOCTOBEPHOCTH PEKOMEHIAIMM —5).
KommeHTapwuii: nposodumcs, 8 cpedHem, He pexce 1 pasa 8 200

e PeKOMEHZIyeTCsl KOHCYIbTAl[My{ BPauOM-T€HETMKOM C I[e/bl0 OLEHKM HYTPUTUBHOIO U
TICXOHEBPOJIOTMYECKOTO CTaTyca manyeHToB ¢ ['DA [y CBOeBPEMEHHOrO BBISBIIEHUS
HapylUleHuii M TpM HeoOXOOMMOCTY HAaIpaBIe€HUS K COOTBETCTBYIOIIEMY CITEI[UATNACTY MJIST
HabIoeHNST U KOPPeKIUY JieueHMs .

OnTumanbHasi YaCTOTa HAGMIOMEeHNSsT, COTIACHO €BPOMENCKMM PEKOMEHIAIMSIM &
- B Bo3pacTe A0 1 roga — He pexxe 1 pa3a B 2 Mecsiiia

-clromamo 12 mer - He pexke 1 pasa B 6 MecsiiieB

-c12 no 18 netr — He pexke 1 pa3a B 6 MecsilieB

- crapuie 18 jeT — He pexxe 1 pa3 B rof,

- Ipu 6epeMeHHOCTH — He peke 1 pa3a B Tpumectp [16].

CoriacHO MHEHMIO paboueii IPYIIbl POCCUIICKUX 3KCIIEPTOB, 11€JIeCO06PA3HO MPOBOAUTHL Gosee
yacToe HabJIIOIeHNe MTallMeHTOB B Bo3pacTe A0 1 roma He peke 1 pasa B Mecsll, ¢ 1 roga — He pexke
1 pa3a B 3 mecs11a, y 6epeMeHHbIX — He yainie 1 pasa B mecsy [16].

VYpoBeHb yoenuTeabHOCTY peKomMeHaanuii C (YypoBeHb OCTOBEPHOCTHU OKA3aTeIbCTB — 5).

KommeHTapuu: JdaHHble peKoMeHOAyuu OCHOB8AHbl HA MHOZONemHeM onslme pabomesl epauell,
Cneyuanu3upyrowuxcs Ha JiedeHuu nayueHmos ¢ (QeHunkemouypueii 68 P® u amanozuuHum
pexkomeHdayusm, paspabomanHsim 8 cmparax Eepocoiosa [16].

e PexomeHJ0OBaHa KOHCYJIbTallusl Bpaua- TeHeTUKAa IMOBTOPHAas MalMeHTaM C YCTaHOBJIEHHBIM
nyuarHo3om I'DA ¢ 1Iebl0 CBOEBPEMEHHOIO BBISIBIEHUSI HApYIIEHUA M Mpu HeoOXOAMMOCTU
HampaB/eH)ss K COOTBETCTBYIOIIEMY CIEIMATUCTY IJisi HAGTIOAeHUsS Y KOPPEKUMU JIeUeHMs.
[16].

VYpoBeHsb yoeauTenbHOCTH pekoMeHpanyu C (YpOBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5).

e PexomMeHOBaHa KOHCYJIbTAlMS Bpavya-ayeTosiora (He pexke 1 pasa B 12 mecsileB) namyeHTam C
YCTAaHOBJIEHHBIM JIarHo3oM I'QA fjist TOMOMHUTENbHOV KOppeKuun auerorepanuu [16, 21, 23,
25, 26].

VYpoBeHb yoeauTenbHOCTH pekoMeHpanyu C (YPOBEHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5).

KoMMmeHTapum: KOHCylbmayus 6paua-ouemoncea NOKA3aHA NAyueHmam ¢ Uyeavlo O0KA3aHusl
CNeyuUanu3upo8aHHoli MeOUYUHCKOL noMoulU.

¢ PekomeHgoBaHa KOHCY/IbTAl[Ms Bpaua-IMeTo/Oora MOBTOPHAS IMalyeHTaM C YCTAaHOBJIEHHBIM
nuarHo3om I'OA st onieHKYM 3G beRTUBHOCTY aueTs [16, 21, 23, 25, 26].

VpoBens y6eauTenbHocTy pekomenaanum C (YypOBeHb JOCTOBEPHOCTH JOKAa3aTeIbCTB — 5).

KOMMeHTapI/IMZ namozeHemu4ecKkum Memooom JleueHus d)eHlUlKemOHprlu seJ11emcs
auemomepanuﬂ. Yacmoma noceweHus epaua-auemwwza - N0 NOKA3AHUSAM.

e PekoMeHZOBaHa KOHCY/IbTallMM Bpada-nefuaTpa getsm ¢ QA He pexe 1 paza B 6 mecsieB
JLIST OLI@HKY OOIIIero COCTOSTHMS 3L0POBbSI 1 OTIpefiesieHMs TAKTUKY JaibHeliiel Tepanun [16].



VYpoBeHb yoeauTenbHOCTY pekoMeHpanyu C (YPOBEeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 5).

e PekoMeHaoOBaHa KOHCY/IbTAllMSl Bpaua-TepameBTa [Jis I[alMeHTa crapiie 18 JieT ¢
YCTAHOBJIEHHBIM iarHo30M ['DA He pexke 1 pasa B 6 MecsIeB ISl OIIeHKM OOIIEro COCTOSTHUS
30POBbS U OIIpesiesieH s TAKTMKY JajabHeliel Tepanuu [16].

VYpoBeHb yoeauTenbHOCTH pekoMeHganyy C (YpOBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB — 5).

e PexomeHpmoBaHO nainyueHTam ¢ 'DA KOHCynbTanus Bpaua-KapAmMoiora/Kapamuosiora AeTCKOro
He pexke 1 pasa B 12 MecsleB IJs CBOEBPEMEHHOIO BbISIBJEHMS W/WJIM MOHUTOPUHIA
KapIMoIoTUYeCcKuX M3MeHeHu [4,5, 16,45, 83].

VpoBeHb yoenuTenbHOCTH pekoMeHanyy C (YpOBeHb JOCTOBEPHOCTY JOKA3aTEIbCTB — 5).

¢ PekomengoBaHo maijeHTaM ¢ ['®A 10 TOKa3aHMSIM KOHCYIbTAIMs Bpada-Kapauonora/
Kapaymosiora AeTCKOro MOBTOPHAS /IS OLIEHKM BBISIBJIEHHBIX KapAMOJIOTMUECKMUX M3MEHEeHUN U
pelieHus BoIpoca o Tepamnuu [4,5, 16, 45, 83].

VpoBeHb ybenuTenbHOCTY pekomeHaanym C (YypoBeHb JOCTOBEPHOCTY TOKA3aTeNIbCTB — 5).

¢ PexomeHmoBaHO mamyeHTaM ¢ ['PA 1o mokasaHMSIM KOHCYJAbTalMsl Bpaya-HEBpOJOTa JJIsg
CBOEBPEMEHHOI'0O BbISIBJIEHVS V/MJIY MOHUTOPUHIA HEBPOJIOTYECKUX MU3MeHeHu [16].

VpoBeHb y6enuTenbHOCTY pekoMeHganyy C (YPoBeHb JOCTOBEPHOCTHM JOKA3aTENbCTB — 5).

e PexomeHpgoBaHO mnauueHTaMm ¢ ['DA 10 IIOKasaHMSM KOHCY/IbTalMsl Bpada-HeBpOJIOra
IIOBTOPHASI C LeJIbI0 KOPPeKLMM BbISBIEHHbIX HEBPOJIOTMYECKUX M3MEHEeHWUIi U OIpefe/leHNs
JasbHeliel TakKTUKY JledeHus [16].

VpoBeHb ybenuTenbHoCTH pekoMmeHpaainu C (YpoBeHb IOCTOBEPHOCTH I0KA3aTeNbCTB — 5).

¢ PekomeHmoBaHO naijeHTam ¢ 'PA ocmoTp BpauoM-odTaabMOJIOIOM He pexke 1 pasa B 3 roma
C LleJIbIO BBISIBJIEHNSI [VIa3HOM natosnoruu [16].

VpoBeHb yoenuTeabHoCTH pekoMeHaanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

e PekoMeHZOBaHA KOHCY/JAbTallMsl Bpauya-TacTPOIHTEpOJiora MalyieHTaM C YCTAaHOBJIEHHBIM
nuarHosoM ['PA 1ipu HaauuMy TIOKA3aHMI [JS CBOEBPEMEHHOTO BBbISIBIEHUST U/WIN
MOHMUTOPMHTA raCTPOIHTEPOIOrMUecKoit maTonoruu [16].

VpoBeHb yoenuTenbHOCTH pekoMeHpanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTeIbCTB — 5).

¢ PekomMeHJOBaHa KOHCY/IbTaLMsl Bpaya-IICUXMaTpa NalMeHTaM C YCTAaHOBJIEHHBIM AMarHo30M
['®A 11 OLIeHKM NICUXMATPUUIECKOTO CTaTyca IIPY HaIM4uy IoKasanuii [16].

VpoBeHb ybenuTenbHOCTY pekomeHganyum C (YypoBeHb JOCTOBEPHOCTY TOKA3aTeNIbCTB — 5).

e PekoMeHAOBaHa KOHCY/IbTallMsl Bpaua-McUXyaTpa MOBTOPHAsSI MallieHTaM C YCTaHOBJE€HHbIM
nuar{o3oM 'OA mo mokasaHMSIM [T KOPPEKILVM BbISIBJIEHHbBIX IICUXMATPUUECKUX HapyIIeHUt
Y OIlpefiesieHVs JajIbHeNIel TaKTUKY jTedeHus [16].

VpoBeHb y6eauTenbHOCT pekoMenaaiu C (YpoBeHb JOCTOBEPHOCTH I0KA3aTeNbCTB — 5).

¢ PeKOMEHZOBaHAa KOHCY/IbTAIMsI MEeOUIMHCKOTO TCKUxoora nanyeHtam ¢ [OA mpu Hanuuuu
MOKA3aHMit [T OLEHKM U KOPPEKUMM TICUXOJOTMUYECKOTO COCTOSIHMSI U TICUXOJIOTO-
Tearornyeckoro COMpOBOKAEHNS ceMby He peske 1 pasa B rop [30, 51, 52].

YpoBeHb yoenuTenbHOCTH pekomeHaalu C (YpoBeHb JOCTOBEPHOCTH OKa3aTeNbCTB — 5).

KommeHTapum: 015 0yeHKU UuHmesiekma u opy2ux 8udos ncuxuueckoti dessmesabHOCMU NAYUEHMO8 C
T'DA ucnons3ylom coomsemcmayloujue npozpammsl U mecmsl. Bo epems nepexodoHozo nepuoda
nodpocmkam 0co6eHHO Heobxo0umda NCUX0J102UecKas NOMOUb N0 80NPOCAM KOMMYHUKAYUU 8 CeMbe U
obujecmae, npoeccuoHanbHoll opueHmayuu; 0ns ¥enujux ¢ 'OA akyenm cnedyem denams akyeHm Ha
80NPOCAX, CBA3AHHBIX C OEPEMEHHOCBIO.

e PekoMeHZOBaHA KOHCY/IbTAIMSI MEOUIIMHCKOTO IICMXOJIora IIOBTOpHAs TalMeHTaM C
YCTAaHOBJIEHHBIM JyarHo3om ['DA mpy HaaMuuyu MoKas3aHUM IJs1 MICUXOJIOTO-Iefarornuyeckoro
cornpoBoxaeHus cembu [30, 51, 52].

VpoBeHb yoenuTeabHOCTH pekoMeHpanyy C (YpoBeHb TOCTOBEPHOCTY JOKA3aTEeIbCTB — 5).



KoMMeHTapum: ncuxoniozuueckas nomMowjb nayueHmam Mmoxcem nompe6osams Kypc 3ausmuli— 6
3asucumocmu om uHOUBUOYANbHBIX 0COOEHHOCMEL NAYUEHMA U CEMbU.

e PexomeH0BaHO ManyeHTaM ¢ 'A KOHCynbTanysl Bpaya-CypAosora IO MOKa3aHUSIM C LeIblo
VCKITIOUEHMSI HAapYIIeHUs CTyxa Y peGeHKa ¢ 3aIep>KKOi TeMIIOB IICUXO0PeueBOro pasBuTus [88].

VpoBeHb yoeaUTeTbHOCTM PeKOMeHAAY B (YypoBeHb JOCTOBEPHOCTY AOKA3ATEIbCTB — 3).

e PexoMeHA0BaHO nauyeHTaM ¢ 'GA KOHCyAbTalUMs Bpaya-AepmaTosiora ¢ Le/bl0 OJUarHOCTUKA
MaTOJIOTUM KOXKHBIX TIOKPOBOB ¥ IOA60pa palMOHATIBHOTO JeUeHUsI TPV HaJIM4UM MTOKa3aHMIi
[78].

VpoBeHb yoenuTenbHOCTH pekoMeHanyy C (YpOBeHb JOCTOBEPHOCTY JOKA3aTEIbCTB — 5).

e PeromeHmoBaHO maiyeHTam ¢ DA KOHCyAbTalMsI Bpaya-3HIOKPMHOJIOTA C 1[e/bI0 YTOUHEeHUS
HapyieHnst yHKIMM SHAOKPUHHOM CUCTEMbI TPV HAJIMYMM TTOKa3aHmii [3, 84, 85].

VpoBeHb y6eauTenbHOCTH pekoMeHaainu C (YpoBeHb JOCTOBEPHOCTH I0KA3aTeNbCTB — 5).

e PekoMeHZOBaHO mauueHTamMm ¢ ['DA KOHCynbTalusl  Bpadya-Gu3MuoTepaneBTa C LENbI0
cocTaBieHus! IaHa Gu3noTepaneBTUUeCKMUX MPoLefyp MPU HATUMYMY TIOKa3aHui [86].

ypOBeHb YGQJII/ITEJ'II)HOCTI/I peKoOMeHIOauumn C (ypOBeHb OOCTOBEPHOCTHU NOKA3aTeJIbCTB — 5)

e PexomMeHZOBaHO >XeHIMHaM ¢ ['®A Bo BpeMsl OGepeMeHHOCTM HaOMIOfeHue Yy aKyliepa-
TMHeKonora (C MepUOOMUYHOCTBIO, NPeAyCMOTPEHHO! COOTBETCTBYIOIIVMMU OOKyMeHTaMu,
pernaMeHTUPYIOIIMMY Hab/oeHe 32 6epeMeHHbIMM) ¥ Bpaya-reHeTUKa C IeJIbI0 KOPPeKIUn
Tepanuy ¥ KOHTposst GA kposu [72-74].

VpoBeHb ybenuTenbHoCTH pekoMmeHpaainu C (YpoBeHb IOCTOBEPHOCTH I0KA3aTeNbCTB — 5).

¢ PeromeHZyeTcs namyieHTaMm ¢ @A py OTCYTCTBMM COMYTCTBYIOIIMX 3a601€BaHMIT TPOBOIUTH
podpMIakTUUECKy0 BaKLIMHALMIO C 1e/blo GopMMpOBaHMSI MMMYHHOI 3aIlIUThI OpraHn3ma OT
nHdexuuii mo rpaduxy [16].

VpoBeHb yoeauTeIbHOCTU peKoMeHaaiuii C (YpOBeHb JOCTOBEPHOCTH IOKAa3aTeIbCTB — 5).

KommeHTapum: npu Hanuuuu conymcmeyrowux 3a6onesanuli paspeuieHue Ha npogedeHue npususox
daemcst cOOMBEMCMBYIOWUM CNeyuanucmom. JlaHHvie pekomMeHOayuu OCHOBAHbI HA MHO20JeIMHeM
onvtme pabomsi épaueti, CNeyuaIU3uUpYOWUXcs Ha JIeUeHUU NAYUeHmos ¢ peHunkemomypueti 8 PO.

Opranmsanys oKasaHusi MeJUIIVTHCKOV ITOMOIIM

IlokaszaHMsa K rocuuTaaIM3annumu

[TokazaHust Ajis1 IVIaHOBOV TOCTIUTA/IN3AIUY B MEeIULVMHCKYIO OpraHM3alunio:

1. mpoBeeHWe OMATHOCTUKYM W JIeUeHUs, TpeOyole TMPOJO/KUTENbHOTO (JHEBHOE WU
KPYIJIOCYTOYHOE TIpe6GbhIBaHMe) MEeAUIIMHCKOTO HaOGMIofeHuss ¥ MOHUTOPMHTA KIMHUKO-
J1a6OPaTOPHBIX MTOKa3aTeseit;

2. HeO6XOIMMOCTb IMPOBENEHMST Pa3IMUYHBIX BUIOB SKCIIEPTU3 UM 06C/IeIOBaHNSI B MEAVLIMHCKOM
OpraHu3alMy MPY HEBO3MOXKHOCTM TPOBEIEHMUS UX B aMOY/IaTOPHBbIX YCUIOBUSIX (B TOM UuMCIie
odopmieHKe 3aKIoueHNs GenepasTbHOr0 KOHCUIMYMa/BpaueOHOi KOMUCCHUM).

3. [IpoBeneHNe TeCTUPOBAHNE YYBCTBUTEIBHOCTH K CAIIPONITepUHY ™

KoMmmeHTapum: npogedeHue HAzpy304HO20 mecma ¢ canponmepuHom™* moxem 0Obvlme 8 YCN08USX
KPY2J10CymouH020, Mak u OHe8H020 cmayuoHapa (npunoxceHue A3.12).

IIpu cmayuoHapHom JieueHUU nNAyueHmy HA3HaAuUaemcs HU3K00EIK08As (2UNOGeHUIaNaHUHO8AsS
duema) u AMUHOKUCTIOMHASL CMECb.

TMoka3aHus 151 SKCTPEHHO TOCIUTAIM3alUY B MEIUIIMHCKYIO OpraHM3aluio:

1. ocTpble yrpoxkarolye s KUM3HM U PasBUTUS OCIOKHEHUII COCTOSIHMS, Tpeoyolne
HEOTJIOXKHOTO JIeUeHMs, B TOM YMCIe MHTEHCMBHOI Tepamuu, a TaKkKe KPYITIOCYTOYHOTO
MeIUIIMHCKOTO Ha6II0IeHUY U ITPOBeeHNsI CIIelMaIbHbIX BUIOB 00C/IeI0BaHMS 1 JIEUEHNUS.

IToka3aHus K BBIITMCKE MmanyieHTa n3 Me,[[MLUAHCKOﬁ OopraHm3anun:



1. oTcyTCTBME YTPO3bI IJIST KU3HU IalyMeHTa M YTrPo3bl PA3BUTUSI OCIOKHEHUI, TPeOyomux
HEOTVIOXKHOTO JIeYeHMsI TIPU 3aBepIlleHNe TUMaTHOCTUIECKUX MePOTTPUSITHIA.

2. CTa6UIN3aIMST COCTOSTHMUST ¥ OCHOBHBIX KIMHMKO-1a60paTOPHBIX ITOKa3aTeseit maToJormueckoro
Mpoliecca, OTCYTCTBME HEOOXOAMMOCTM B IPOJO/DKUTEIBHOM MEAUIIMHCKOM HaOII0IeHnN
(mHEeBHOE WM KPYIJIOCYTOUYHOE TPpe6ObhIBAHME);

3. BBITIOJIHEH TIJIaH 0OCIeIOBaHMs U JIeYeHUs TallieHTa, JaHbl PeKOMEHIalUY 10 JajabHeiemMy
Hab6JTI0OIeHNIO U JIEUEHMUIO.

4. HeoOXOAMMOCTD TIepeBofa IMalMeHTa B APYroe MeIUIIMHCKOe YUPEXIEHWE UIU YUPEKIeHNe
COILIMAJIbHOTO OOecIeyeHus.

I[IpMHIMIIBI OpraHU3alMM MeIUIIMHCKOM MoMoIIM nanmeHram ¢ @A

ITocmanoska duaznoza T'DPA cmasum mMHO20 80npocos8 neped poOCMBEHHUKAMU NAayueHma u nepeo
cneyuanucmamu, —pabomarwumu ¢ mMAkumMu — hayueHmamu. MHozouucsieHHbie  npoOeMsl,
803HUKalWue npu oGHapyweHuu u paseumuu 3abonesaxus, 0N peuwleHus: Komopwulx mpedyemcs
2pamMomHuas opeaHu3ayus hpoyecca NOMOWU NpuU yuacmuu MyAbMuOUCYUNIUHAPHOLU KOMAHObL
cneyuanucmos u coor0eHuUe 0CHOBHbIX NPUHYUN08 U NO0X0008 K ee OKA3AHUI.

JlanHble npUHYUNBL QONIHCHBL COOMIOAAMbCA HA H0O0M Imane oKa3aHus MeoUuyuUHCKol nomowu, Kax 6
MOMeHmM NOCMAaHo8Ku duazHo3a, mak u Ha rbom smane HabOO0eHUs nayueHma.

1. TIauMeHT 1 ero NMpeAacTaBUTENN TO/KHbI TIOyYaTh MOMHYI0 MHPOpMAaIMi0 0 3a60/1eBaHNM, eT0
TeYeHUH, IaToreHese, MPOrHo3ax, OCJIOKHEHUSIX M MeTOaX BO3MOKHO Teparnuu.

2. lviarHo3 ['®A moppasymeBaeT BO3MOXKHOCTb OKa3aHMSI MEPBUYHONM, CIEUaJIN3UMPOBAHHON U
Ma/UTMaTUBHO MTOMOIIYM Ha BCeX Tarax 3a60aeBaHmus.

3. IIpu moctaHoOBKe auarHo3a I'DA, ceMbst IOMKHA ObITH HAMlpaBieHa K CIEeIMaIICTy, MUMeIoIeMy
OIBIT paboThl ¢ mauyeHtamu ¢ ['OA, obamawIlero COBpeMeHHO MHbopMalyeii 0 Te4YeHUN
3a607eBaHMsI ¥ BO3MOKHOCTM YYaCTUSI B KIMHUYECKUX VCIBITAHUSIX (HOBBIX JI€KaPCTBEHHBIX
MPEenapaToB /WM TEXHUUYECKUX YCTPOICTB). Takke BaKHBIM SIBISIETCS MHGOPMMUPOBaAHME
cemMeii O CyIIeCTBYIOHIMX OOGIIECTBEHHBIX OpraHU3alusaX, pabOoTaloMMX C 9TOW TPYIIOi
MaleHTOoB.

4.K HabmogeHnio 3a manyeHToM ¢ I'PA momkHa ObITh MpPUBJIEUEHA MYIbTUAUCIUILIMHAPHAS
KOMaHJa CIelMalluCcTOB B COCTaBe: IeauaTp/TepareBT, Bpau-reHeTMK, Bpau-IMeTosor, Bpay-
HEBPOJIOT, MEAUIIMHCKUIL TICUXOJIOT, Bpauy-3HIOKPUHOJOT, BPad-TICMXMATP, Bpady-KapauoJIor,
Bpau-GuU3MOTEPATIeBT, BpaU-racTPOIHTEPOJIOT. [IpyTie CrenyaaCcTbl JOKHbBI TPUBJIEKATHCS 110
Mepe BO3HUMKHOBEHUS crienpuuecKkux mpobiem.

o KomMMeHTapum: 8pau-zeHemuK ocyuecmeJisem ocHogHoe HabnwdeHue 3a nayueHmamu ¢ TPA. B
Kpye o00s3aHHOCmell 8paua-zeHemuka 8xodum o0cnedosaHue U NOCMAHO8KA OudzHO3d,
uHgopmuposanue cemvu 0 3a007€8aHUL, COCIMABIEHUE NIAHA MHO20NPOPUIBHO20 HAONIHOOEHUs,
ocyujecmenmos HabnwoeHue 3a NayUeHmoM, oUeHU8ams OUHAMUKY U CIMeneHs NPo2peccuposaHus
3a00/1e6aHUs NpU  pe2yJIAPHBIX O0CMOMpAx, HasHauaem noddepxusaioulylo mepanuio. Ilpu
HacmynieHuu GepmuisHo20 8o3pacma y nauuenmos ¢ QA cocmasnenue niana npedzpasudapHoti
nodeomosku 0 npounrakmuxku mamepuHckoiti ®@KY, mecmupoeanue napmuepa Ha
2emepo3uzomuoe Hocumenscmeo. Ipu cocmasieHuu NAAHa MHO20NPOGUILHO20 HAOIIOOeHUs, 8PaU-
2eHemuK onpedesisiem KpamHOCMb Hab00eHuss y Opyeux Cneyuanucmos MHO020NpOQUIbHOL
KOMaHOBL, COOMBEMCMBEHHO MeKYWemy CcoCmosHulo nayuenma. Ipu Kaxdom ocmompe epau-
2eHeMUK 0Cyulecmasem nepeoueHKy mexyujezo coCosHus nayueHma u 8 co0meemcmauu ¢ 3mum
8HOCUM KOPPEKMUPOBKU 8 NJIAH MHO20NPO(UNbHO20 HAON00eHUs. B c80ux peKoMeHOayusx 8pay-
2eHemuK yKassleaem HeoOXo0uMble nayueHmy JekapcmeeHHble npenapamet, duemomepanuio u op. 8
€00meemcmeuu ¢ BbIABAEHHBIMU NOMPeOHOCMAMU NnayueHma. A Makxe 8pau-2eHermux
ocywecmensem HabnwoeHue pedeHKa ¢ CUHOpoMom mamepuHckoii @KY (KOHCynsmupoeaHue,
onpedesieHue makmuku 0000cs1e008aHus u peweHus: eonpoca o JIHK-ouazHocmuxke).



6. JonmomuuTeabHass MHGOpMaLVs, BIAMUSIOAs Ha
TeueHMe U UCXO0J, 3a00/1eBaHus

TD®A — xpoHUYecKoe Heusmeuumoe 3aboseBaHue, MOITOMY IMalMeHThl HYKIAIOTCS B aKTMBHOM
IMCIIAaHCEPHOM HaGIONeHMM M HelpepblBHOM JiedyeHUM. IIpy CBOeBpeMeHHO! OUarHoCTuKe U
aZeKBaTHOI Tepanuy KIMHUYECKas KapTuHa 6osee G1aronpusTHa, MpU OTCYTCTBUM- ITOPasKeHMe
HEPBHOJ CCTEMbI GBICTPO MporpeccupyeT. MHOTME MalyeHThbl, CBOeBPEMEHHO AVArHOCTUPYEMbIe
U TONydawllye aJeKBaTHYI0 Tepamnuio, OOXKMBAKT OO IPEKJIOHHOTO BO3pacTa, >XUBYT
TTOJTHOLIEHHOV XXM3HbBIO ¥ OCTABJISIIOT 340POBOE TTOTOMCTBO.



TIOMOII

Kpurepuu orieHKM KaueCcTBa MeIUIIVHCKOM

Ne¢ Kputepum kauecrsa OueHka BbINOJIHEHUA

1 MpoBeaeH HeoHaTanbHbIN CKPUHUHT (onpeaeneHo cogepxaHue OA) Oa/Her

2 MpoeeaeHo onpeaenexnune cogepxaHuns ®A B KpOBM NauMeHTam Cc nogospeHnem Ha MbA Oa/Het

3 MpoBeaeHoO MONeKyNpHO-reHeTUYecKoe TeCTUpoBaHue ANsa yTouHeHus dhopMbl 3aboneBaHns [a/Het

4 MpoBeaeH Harpy3ouHblii TecT C canponTepuHoM (B TeyeHMe He MeHee 48-yacoB) nauueHTam | [a/HeT
cTaplie roga ¢ MyTaumamu B reHe PAH, KOTOpble acCoLMMPOBaHbl C YyBCTBUTENbHOCTbIO K BH4

5 MpoBeaeH KAMHUYECKWA aHann3 KpoBM (coaepxaHune remornobuHa, Konmyectso spuTpountos, | [a/HeT
LBETOBOW MoOKasaTeslb, KOIMYECTBO JNIeMKOUWTOB, TPOM6OUMTOB, neiikouuTapHas dopmyna u
CKOPOCTb OCeaHuNsa 3pUTPOLIMTOB) Ha 3Tane AMarHoCTVKM 1 Aanee He pexe 1 pasa B rog

6 MpoBeneHo uccneaoBaHWe aHanusa MouM obLero Ha 3Tane AMarHOCTUKM U aanee He pexe 1 [a/Het
pasa B rog

7 MpoBeneH 6uoxmmMuyeckuii aHanms moum (docdaTtbl, okcanaTbl, ypaTbl) He pexe 1 pasa B rog | [a/HeT
nauueHTam c FOA

8 MpoBefeH 6MOXMMUYECKUI aHanu3a KpoBu oblieTepaneBTUYECKUn (CoAepXaHWe  r/KOo3bl, [a/Het
obwero 6enka, 6enkoebix dpakuwii, obwero 6unupybuHa, XonectepuHa, TPUrNULEPUAOB,
NMNonpoTenAoB HU3KOU N BbICOKOW MJIOTHOCTK, LWE04YHON C')OCanTaE}bI, KpeaTuHWHa, MOYEeBUHbI,
anaHvHaMuHoTpaHcdepasbl (AIT), acnaptataMuHoTpaHcdepasbl (ACT), kanbuus obwero u
VOHWU3MPOBAHHOIO, HaTpUsi, Kanus, HeopraHuyeckoro docdopa, xenesa, pepputrHa) Ha sTane
ANarHocTku 1 nanee He pexe 1 pasa B rog

9 MpoBeneHa TaHAeMHas Macc-CnekTpoMeTpus nauuveHtam ¢ DA C uenblo onpeaeneHus [a/Her
COOTHOLIEHNSA (peHnnanaHnHa/TMposnHa He pexe 1 pasa B rog

10 MpoBeaeHo nccneaoBaHNe YpoBHA MHOKO3bl U MIMKMPOBAHHOIO reMornobuHa B KpoBM XeHlwmnHaM | [la/HeT
c FT®A npu HacTynieHnn 6epeMeHHoCTH

11 MposeaeHo 33 n 33M-MOHUTOPUHI nauueHTam co Bcemu dopmamm FOA npu Hannuum Na/Het
HEBPONOrNYECcKON CUMNTOMaTUKK, a Npu cTabuibHOM TeyeHun-1 pas B roa

12 MpoBeaeHo ynbTpasByKOBOE WCCNefoBaHME OpraHoB GPIOWHOI MOMOCTM M Moyek nauveHtam c | [a/HeT
F®A Ha MOMEHT NOCTaHOBKM AMarHo3a u Aanee- He pexxe 1 pasa B roa

13 MpoBeaeHa anekTpokapanorpadus naumeHTam co scemmn dopmMamMm MDA Ha MOMEHT MOCTAHOBKU [a/Het
AnarHosa v aanee- He pexe 1 pasa B rog

14 MpoBeaeHo A0NONHUTENbHOE 3KCNEepPTHOE YNbTPasByKOBOE WCCNeA0BaHWE MoAa XeHWMHaM C Na/Het
DA npn 6€peMeHHOCTM C LiefIblo UCK/IIOYEHUS BPOXAEHHbBIX aHOManuii pasBuTUA NioAa Ha Cpoke
15-16 Hepenb 6epeMeHHOCTU

15 MpoBefeHo AOMONHUTENIbHOE 3KCMepTHOE YNbTPa3ByKOBOE WCCNefoBaHWe nnoja XeHlwuHam c | [a/HeT
DA npu 6epeMeHHOCTY C LieNbio UCKITIOYEHNS BPOXAEHHbIX aHOManuii passBMTUA M1oja Ha Cpoke
25-26 Hepenb 6epeMeHHOCTH

16 MNpoBeaeHa nepBMYHAs KOHCY/NbTauus Bpaya- reHeTuka nauveHtam ¢ DA Ha MOMEHT [a/Het
YCTaHOB/IEHUA AMarHosa

17 MNpoBeaeHa  KOHCy/NbTauMsi  Bpaya- reHeTMka MNOBTOpHas  nauuMeHTaM C  4acToToM, Na/Het
COOTBETCTBYIOLLEl BO3PacTy nauueHTa

18 MpoBeaeHa KOHCyNbTauusa Bpava-neavaTpa AETSAM C YCTaHOBMEHHbIM AunarHosoMm DA, ecnun He [a/Het
nposoaunack B npejlwecTsytolyme 6 mecaues

19 MNpoBeaeHa KOHCynbTauus Bpava-TepaneBTa nauvMeHTam cTapwe 18 feT C yCTaHOBNEHHbIM [a/Het
AnarHosoMm MDA, ecnv He NPOBOAMAOCH B NpeALlecTBytolme 6 Mecsues

20 MNpoBeaeHa KOHCyNbTauWs Bpaya-reHeTMka nauueHTam crapwe 18 ner C ycTaHOBMEHHbIM Na/Het
AnarHosoM [®A ¢ uenbio 06CyxaeHWs npearpaBWAapHOi MOArOTOBKW nepes MiaHMpoBaHUeM
6epeMeHHoCTH, o06Cyx/aeHWe Bormpoca O HeobxoaumocTu mnposeseHns [HK-TecTuposaHus
napTHepy

21 MpoBedeHa KOHCynbTauusi Bpaya-HeBposora naumeHtaMm ¢ [®A no nokasaHusMm Ans Oa/Het
CBOEBPEMEHHOI0 BbISIB/IEHUSA 1/ MOHUTOPWHIa HEBPOIOTMYECKUX U3MEHEHUI

22 MNpoBeaeHa KOHCyNbTauMs Bpaya-HeBposiora NoBTOpHas nauuneHtam ¢ MDA no nokasaHuaMm c Na/Het
UeNnblo KOppeKunn BbIsIBJIEHHbIX HEBPOIOrnMYeCcKnx U3MEHeHUn un onpeaeneHuns ,ClaﬂbHEVlLLIeFI
TaKTUKN NneyeHus

23 MpoBeaeHa KoHcyNbTauus BpayoM-odTanbMonoroM (Npu nepsuyHoM obcnenosaHuun u ganee He | [la/HeT
pexe 1 pasa B 3 roaa), Bkaovawolwas obcnegosaHue rnasHoro AHa (odTanbMOCKONMM) BCEM
nauveHTam c FOA

24 I'IposeueHa KOHCy/ibTauusa Bpava-ncmxmatpa nauveHTaMm C yCTaHOB/IEHHbIM AMArHO30M roA ansa ,Cla/HeT
OLUEHKW NCUXNaTpu4ecKoro cratyca npu Haan4yumm nokasaHum

25 MpoBeaneHa  KOHCy/nbTauusi Bpadva-ncuxuatpa MOBTOPHAs MNauMeHTaM C  yCTaHOBNEeHHbIM | [la/HeT
AnarHo3oM DA no nokasaHWsM N5 KOPPEKUMUW BbISBIEHHbIX MCUXMATPUYECKUX HapyLUeHW u
onpeseneHus fanbHenwen TakTUKN edeHns

26 BbINOMHEHO CBOEBPEMEHHOE Ha3HauyeHWe AueToTepanuu nauuMeHTaM C KoHueHTpauueir ®A B Oa/Het
KpoBW =360MKMONb/N

27 BbINONHEHbI pacyeTbl NUTaHUA, UCXOAS U3 HOPM (U3MONOrMYeckol NOoTPeBHOCTM B OCHOBHbIX [a/Het
HYTpUeHTax

28 MposeaeH KOHTPONb ypoBHS ®A KpPOBM NpU MHMLMALMK ANETOTepanun [a/HeT

29 HasHauyeH canponTepuH nauveHtTam c BH4-pedwuumTHOM TOA Npu OTCYTCTBUM MEAMUMHCKUX [a/Het
NpoTVBONOKa3aHui

30 HasHaueH canpontepuH naumeHtam ¢ OAr-aeduuntHON MOA, YyBCTBUTENLHOW K CanponTepuHy [a/Het
npu OTCYTCTBUM HpOTMBOnOKa3aHMVI

31 HasHaueHbl AonamuHepruyeckue npenaparbl, NPEeAWEeCTBEHHUKM CEpPOTOHWHA B KoMnnekcHom | [a/wer
nleyeHnn naumeHTos ¢ BH4 — neduuntHon FOA

32 MpoBeaeH MOHMMTOPUMHr ypoBHs ®A BceM nauveHtam c F®A Ha ¢doHe AaneToTEpanuu B Ha/net
COOTBETCTBMU C YaCTOTOM, NponucaHHoii B KP

33 MNpoBeaeH MOHUTOPUHT ypoBHA OA 6epemeHHbIM ¢ DA Ha doHe AneToTepanuu He pexe 1 pasa B [a/Het

7 nHew B I TpuMecTpe u He pexe 1 pasa B 2 Hegenu 8o II n III TpumecTtpe




Ne Kputepun kauecrBa OueHKa BbINOJIHEHUSA
34 MpoBeaeHa KoppeKkuus AneToTepanum Ans AOCTUXKEHUS LieNeBbiX YpoBHen OA Oa/Het
35 Ha3sHaueHbl cneunanu3npoBaHHble NPOAYKTbl Ne4ebHOro NuTaHus (aMUHOKMCNOTHbIe cMecn 6e3 Na/Het
DA)
36 HasHaueHbl HU3KO6eNKOoBbIe MPOAYKTbI NMUTaHUSA [a/Her
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Penmmua CBetmyaHa AdaHachbeBHA — Bpady-TreHEeTUK OTAe/a OpraHM3aluy MeIUIIMHCKOM ITOMOIIN
OI'BHY «Menuko-reHeTUYeCKUIA Hay4yHbI/i I1[eHTp uM. akagemMuka H.Il.BoukoBa», uieH
Accotmanum MmegUIMHCKUX reHeTUKoB (AMI).

PocnaBiieBa Enena AjnekcaHApOBHa — K.M.H., CTapIUIiuii Hay4YHbIA COTPYAHUK jgabopaTopuu
MMUTaHUS 3M0POBOTrO U 6osbHOTO pebeHka OTAY «HayuHbIi MeOUIITHCKUI MCCIeI0BaTeTbCKIUI
LIeHTp 34,0pOBbs AeTeii» MuH3sapasa Poccumn.

CaBocTbstHOB  Kupwut BukropoBuu - K.6.H., HavyaabHMK lleHTpa QyHZaMEHTaTbHBIX
uccnenoBanuii B mnepuatpum @OIAY «HayuHblii MeOMIMHCKUIA WCCIeA0BATENbCKUI LEHTP
300pOBbs AeTelt» MunH3gpasa Poccun, uneH Acconuauny MeIULMHCKUX reHeTUKOB (AMI).

CeurtoBa I'ynpHapa HapumaHOBHa — K.M.H., IVIaBHbIIi Bpau MenuKO-reHETMUECKOTO LeHTpa
(Tenetuueckoii knuuukn) HUM menuinHckoii renetuku, Tomckoro HUMIL PAH

Cenmum3siHoBa Jinnust Po6epToBHA — K.M.H., BeOYIIMii HayuyHbIil coTpymunk HUU memuatpuu u
oxpaHbl 310poBbst meteit [IKB PAH MuHoGpHayKu, HoleHT Kadeapbl meguaTpuu U AeTCKO
pesmaronoruyt ®TAOY «Ilepsbiit MTMY um. .M. CeueHoBa» Mun3snpasa Poccuu (CeueHOBCKMIT
Yuuepcurert), wieH Corosa [leguatpos Poccun

CemenoBa Haranus AnekcaHIpoOBHa - K.M.H, CTapliuii Hay4HbIi COTPYSHMK HAy4YHO-
KoHCcynbTaTUBHOrO oThena OI'BHY «Menuko-reHeTMYeCKUiA HAyUYHBI LIEHTP MM. aKaJeMuKa
H.IT.BoukoBa», uieH AccolManuy MeIULINMHCKUX reHeTUKOB (AMT').

TiomeHuieBa Enena CraHuoiaBoBHA — [O.M.H., 3aBeAyioljas OTAEJIOM OpraHu3auuu
meauuuHckoil nmomoiuy OI'BHY «MeamKo-TeHeTMYeCKMii HaydHbIi ILEHTP MM. aKajemuka
H.IT.BoukoBa», ipeKTOp Accouuany MeaUIMHCKMUX TeHeTUKOB (AMT).

®ucenko Aumpeir ITetpoBuu — mpodeccop, O.M.H., gupektop O®TAY «HMUILI 3m0poBbs meTeii»
MuusppaBa Poccun, IIpesupeHT IIpodeccroHanbHO  OOLIECTBEHHON — OpraHM3anuu
(accoumanym) OeTCkux Bpadeit «VHMIMATHBA CIELMAJNCTOB TMeauaTpuu U HEOHATOJIOTUM B
pPasBUTUM KIVHUYECKMX IIPAKTMK» II0 BOIIPOCAM NeauaTPUn.

.@®enoroBa Tatpsina BaneppeBHa - K.M.H., 3aBepywomass MI'K BY3 BO BOKB N? 1, unen

Acconyanum MmegUIIMHCKUX reHeTUKOB (AMI).

[llectomanoBa Enena AHIpeeBHa — K.M.H., pyKOBOAUTeIb MOCKOBCKOTO I[eHTpa HeOHATaAbHOTO
CKpMHMHra (MeOUuKO-TeHeTUYecKkoe oTaeneHne) npu MOpPO30BCKOJM [eTCKO TOpOACKO
KJIMHUYECKOM 60/IbHMIIE, WieH AccolManyy MeIUIIHCKUX rfeHeTUKOB (AMI).

IpemcraBUTENN OOLIECTBEHHBIX OPraHM3alNii:

33.

34.

35.

36.

37.

Bana6anoBa Enena Hwukonmaesna — IIpesument AHO  «OOmeCcTBO  MalMe€HTOB C
(ennnkeronypmeii», r. MockBa

BamkupoBa Onbra ApkagpeBHa — IIpencenmatenb PernoHanbHoii O61iecTBeHHO OpraHusannmu
Pecniy6nmku Tatapcras "CopeiicTBre 60bHBIM (GeHUITKETOHYpUE"

MapeuenkoBa Hartanbs MropeBHa — Ilpencenatenb KemepoBckoit O6macTHOl O61eCTBEHHOM
OpraHu3alMy POJUTENIeN eTell C AMarHo3oM GeHMIKEe TOHYPUS

CepmiioBa Bukropus AnatonbeBHa - IIpencemarenb HoBocuOupckoil PermoHanbHOI
O6mecTBeHHO OpraHmMs3anuy WHBAIUAOB C (QEeHWIKeTOHypueii M JOPYTUMM PEeIKUMMU
3aboneBaHusIMM "DOpMyIIa JKU3HU"

CnemnioBa TaTbssHa AJieKceeBHAa — AUPEKTOP PermoHanbHOM OOGIIECTBEHHO! OpraHM3aluu
TTOMOIIY JIFOASIM € (peHUIKeTOHypueit 1o CapaTOBCKOM 06acTy "BKyc Ku3HM"



38.XakumoBa Mammoba A6myBaxumoBHa — IIpencemartenb IIpaBieHuss  PervoHanabHOI
06IIeCTBEHHOI OpraHu3anuyu MOMOIIM JIOAIM C (DeHWIKeTOHypHueil U APYTUMMU DPemKUMU
3aboneBanusiMu "®KY PB" mo Pecry6nike BamkoprocraH, pykoBoguTenb HampasaeHus: OKY
Bcepoccuiickoro obiecTBa peakux (opdaHHbIX) 3a60/1eBaHMIA

ABTOpPBI MTOATBEPKIAIOT OTCYTCTBME (DMHAHCOBOI IMOAIEPIKKI/KOHMINKTA MHTEPECOB, KOTOPbI
HeoOXoaMMO 06HaPOIOBATh.



IIpunoskeHue A2. Metomosorusi pa3padboTKu
KJIMHUYEeCKNX peKOMeHJaluun

Hacrosiiye pekoMeHIaluy MpegHasHavueHbl /s TPMMEHEeHUsT MeOUIIMHCKMMU OpraHu3alysIMu
U yUpexpeHusMu demepanbHbIX, TEPPUTOPUATBHBIX ¥ MYHUIMIIAIbHBIX OPTAHOB YIIPaBIEHMS
3paBOOXpaHEeHMEM, CUCTEM OO0S13aTENIbHOTO ¥ [JOOPOBOJIBHOTO MEAMIIMHCKOTO CTPAaXOBAaHMSI,
IPYTMMY MeIUIVHCKMMM OPraHU3aIMSIMM  Pa3JIMYHBIX OPraHM3aIMOHHO-TIPaBOBBIX (GOpM
IesTeTbHOCTY, HAallpaBJeHHOI Ha OKa3aHye MeIUIIMHCKOI TTIOMOIIIN.

Hacrosiiye pekoOMeHalMy yCTaHABIMBAIOT BUIbI, 06BEM Y MHAMKATOPHI KAYeCTBA MeIUIIVTHCKOI
TTOMOIIM TAIMEeHTaM IPY GeHMIKEeTOHYPUM U OBLIY pacCMOTpeHbI 23 okTa6pst 2019 roma B pamMkax
3KCIIepPTHOTO coBeTa B MOCKBe.

KnuHnueckre peKOMeHJaluuy CO3MaHbl HA OCHOBAHMM CUCTEMATUUYECKOTO 0630pa JIMTepaTyphbl
1990-2019 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane Library databases,
Orphanet 1 OMIM, a Takke MeXIyHapOAHBIX KIMHMYECKMX PEKOMEHAAIMIA IO IMArHOCTHUKe,
JIEYEHUIO U BEIEHUIO OOIbHBIX C MeTab0oIMUeCKMMM OOIE3HSIMU.

BbLIy 1CII0Ib30BaHbl MHTEPHET-IAaHHbIe, IIPEACTABI€HHbIE Ha MEXKIYHAPOIHBIX M HAIMOHATbHBIX
caiiTax o61ecTB pegKux 6ojIe3Helt ¥ 06IIeCTBeHHbIX Opradusanuii. [y6MuHa moucKka cocTassia 5
JIer

O1eHKa KauecTBa A0Ka3aTeabCTB U CWJIbl peKOMeHA Al MpUMeHeHUSI MeIULIMHCKUX TeXHOIOT Ui
MPOBOAMIIACH B COOTBETCTBUM C YHUDUIMPOBAHHOI 1IIKAJION, TPMBEIEHHOI B Tabnuiax 1-3.

LleneBas AYOAUTOPUA DAHHBIX KIIMHUYECKUX peKOMeH,T.lﬂ.H/ﬂ‘/‘ll

1. Bpaun-reHeTuKu;
2. Bpaun 06111eii BpaueGHO MPaKTUKY (CeMeliHbIe Bpaun);
3. Bpaun- neguatpsl;
4. Bpaunu-TepareBThl;
5. Bpaum-gueronory;
6. Bpaun-HeBponory;
7. Bpaun-nicuxmaTpsl;
8. MeauiiMHCKMe TICUXOJIOTH;
9. Bpauu-akyuepsl-rMHEKOJIOTN;
10. Bpaun-HeoHAaTOIOTH;
11. Bpaun- 1abopaToOpHOIi TeHETUKMY;
12. Bpaun KAMHMYECKO 1TabopaTOPHOI AMATHOCTUKMY;
13. CtypeHThl MegUUMHCKUX BY30B;
14. O6yuatoniyecs B opavHaTYype.

Ta6amma 1. IlIkaja OIEHKM YpOBHEN TOCTOBEPHOCTM mAokasaTenbcTB (YII) O MeTomoB
IVArHOCTUKYU (IVMarHOCTUYECKMX BMEIIaTeIbCTB)

vaa Pacwudposka

1 Cuctematyeckne  0630pbl  UCCNefOBaHUA € KOHTponeM  pedepeHCHbIM  MEeToAOM  WMAM  cucTematuyeckuin  o63op
PaHAOMU3UPOBAHHbIX KIMHUYECKUX MCCI‘Ie,ClOBaHMFI C NpUMEeHeHneM MeTa-aHanmsa

2 OTaenbHble UccnefoBaHUs C KOHTpONEM peq)epeHCHblM METoAOM WU  OTAEeNbHblE PaHAOMU3UPOBAHHbIE KIUHUYECKUE
unccnepoBaHna U cuMcTteMatuyeckue O630Db| vccnepoBanuii no6oro AV3anHa, 3a WCKNKYEeHWEM PpaHAOMU3UPOBAHHbLIX
KINHUYECKNX nccnenosaHnn, ¢ npuMeHeHMEM MeTa-aHanusa

3 Wccneposanuns 6e3 nocnenosaTenlbHOro KOHTpONA ped)epeHCHblM METoAO0M UNn nccnenoBaHusa C pecbepeHCHHM MeToAoM, He
ABNAKWNMCA HE3AaBUCUMbBIM OT UCCneayeMmoro Metoaa win HepaHaAOMU3UPOBAHHbIE CPaBHUTENIbHbIE UCCNEeA0BaHUA, B TOM 4ucnie
KOrOpTHblE MUCcnenoBaHmsa

4 HECpaBHMTeﬂbeIE nccnenoBaHus, onucaHne KIMHUYeCcKoro cniy4das

5 MMeeTcs nuwb 060CHOBaHWE MexaHW3Ma AeNCTBUS WU MHEHUE 3KCnepToB

Ta6amma 2. IlIkaja OIEHKM YpOBHEl [TOCTOBEPHOCTM mAokasarenbcTB (YII) O MeTomoB
MpoQWIaKTUKY, JIeUeHUsT U peabunnutanum (IpopuaakTUIecKux, Je4ebHbIX, peabuaIuTaliOHHbIX
BMeILATe/IbCTB)

yan Pacwudposka

1 CucremaTtuyeckuii 063op PKM ¢ npumeHeHneM MeTa-aHanusa

2 OtaenbHble PKW 1 cucrtematuyeckme o630pbl MccnenoBaHuii noboro ausaiHa, 3a uckayeHmem PKW, ¢ npumeHeHuem MmeTa-
aHanusa

3 HepaHJOMU3MPOBaHHbIE CPaBHUTESNbHbIE UCCEA0BAHMS, B T.4. KOrOPTHbIE UCCNIeA0BaHUS

4 HecpaBHUTeNbHbIE NCCEA0BaHMS, ONUCaHUe KIMHUYECKOro ClyYas n Cepumn Crlyyaes, UCCIEA0BaHNUS «CIy4ait-KOHTPOb»




| 5 | NmeeTcs nnwb 060CHOBaHWE MexaHW3Ma AENCTBUS BMELLATeNbCTBa (AOK/IMHNYECKUE UCCNEeN0BAHUS) NN MHEHUE KCNEepPTOB

Ta6numa 3. Illkasma OIeHKM YpOBHel y6eauTenbHOCTM pekoMmeHmaruit (YVYP) mjis MeTomoB
MpOGMIaKTUKMA, IUATHOCTUKH, JIEUeHUS U peabumnuTanym (poduaakTUIeckmx, IMarHoCTUUeCKMX,
JIeueOHbBIX, peabuIUTAIIMOHHbIX BMEIIaTeIbCTB)

YYyP Pacwudposka

A CunbHas pekoMeHaauusi (BCe paccMaTpuBaeMble KpUTEPUM SDPEKTUBHOCTU (MCXOAbI) SIBASIOTCH BaXHbLIMW, BCe
VCCNE[0BaHNS VMEKT BbICOKOE UMW YAOBETBOPUTENbHOE METOAONOMMUYECKOE KAYECTBO, NX BbIBOAbI MO MHTEPECYIOLMM
ncxoaaM SBASKOTCS COrNacoBaHHbLIMM)

B YcnoBHas pekoMeHauus (He BCe paccMaTpuBaeMble KpUTepun 3deKTUBHOCTM (MCXOAbI) SBASIKOTCS BaXKHbLIMU, HE BCE
unccnenoBaHuUa UMEKT BbICOKOE WM yAOBNETBOPUTESIbHOE MEeTOAO0N0rM4yeckoe KayecTtsBo I/I/I/IJ'II/I UXx BbIBOAbLI MO
WHTEpeCyrLWnM ncxogam He ABNsTCs COI'J'IaCOBaHHbIMl/I)

C Cnabas pekomeHaauusi (OTCyTCTBME [OKas3aTeNbCTB HaANexallero kayecrsa (BCe paccMaTpuBaeMble KpUTepuu
3(pPEKTUBHOCTU (MCXOAbI) SBASIOTCS HEBAXHbIMU, BCE UCCIIEA0BAHNUS UMEIOT HU3KOE METOAONOMMYECKOe KauecTBo U UX
BbIBO/Zbl M0 MHTEPECYIOLNM UCXOAAM He SIBAISIOTCS COrlacoBaHHbIMM)

IMopsoK 0GHOBIEHMS KIMHUYECKMX PEeKOMEeHIaIii.

MexaHn3M OOGHOBJIEHMSI KAMHUYECKUX PEKOMEHIAIuii MpeaycMaTpuBaeT UX CUCTEMATUUYECKYIO
aKTyaIM3alMio — He peke YeM OVMH pa3 B TPU TOMa, a TakKe IPU IMOSIBJIEHMM HOBBIX JAHHBIX C
MO3UIIUYM [OKA3aTeNbHOM MeIMIVHBI 10 BOIPOCAM IMAarHOCTUKM, JeueHus, TPOdUIaKTUKA U
peabuauTalMy KOHKPETHBIX 3a00/eBaHMi, HaMuuMy 060CHOBAHHBIX NOMOJHEHW/3aMeuaHmnii K
paHee yrBepxkaeHHbIM KP, HO He vaiie 1 pa3a B 6 MecsilieB.



IIpunoxxenne A3. CBsi3aHHbIE JOKYMEHTbI

IIpunoxenue A3.1 OCHOBHbIE HOPMATVMBHO-IIPAaBOBbIE€ AKTHI

1. ®enmepanbHblii 3aK0H "O6 OCHOBaxX OXpaHbl 3I0POBbS TpaxkgaH B Poccuiickoit ®epeparum” (N
323-®3 ot 21.11.2011).

2. ITocranosnenne IlpaButennscra PO ot 30 miomns 1994 r. N 890 "O rocymapCTBeHHOI NTOALEPIKKe
Pa3BUTUSA MEIMIIVHCKOM TPOMBIIUIEHHOCTY U YIy4YIIeHuu obecrieueHuss HaceleHus u
YupeXaeHUlt 30paBOOXpaHeHMUs JIeKapCTBEHHbBIMU CpelCTBaAaMU U U3AeNUSIMU MeOULIMHCKOTO
HaszHaueHUs" (C USMEHEHUSIMU U LOIIOTHEHUSIMM)

3.llpukasz MwunusgpaBcorpasButusi P® ot 22.03.2006 N 185 "O maccoBoM 006cCiemI0BaHUM
HOBODOXKAEHHBIX JIeTeii Ha Hacae[CTBEHHble 3aboseBaHus (BMecte c IlonokeHueMm 06
opraHmsaiuy TPOBEIEHMS MacCOBOTO OOC/IeqoBaHMsS HOBOPOXKIEHHBIX [eTeil  Ha
Hac/encTBeHHbIe 3a60eBaHMst, PeKoMeHmanusiMu 1o 3a60py 06pasiioB KPOBM IIPU MTPOBEIEHUN
MaccoBOT0 00CIeIoBaHMsI HOBOPOKAEHHBIX IeTell Ha Hac/IeCTBEHHbIe 3a00/1eBaHms)"

4. TIopSImOK  OKa3aHMs MEIMIIMHCKOVM IIOMOINM OOJbHBIM C BPOXKAEHHbBIMM U (UJIN)
HacjaencTBeHHbIMM 3a60eBanusamu (Ipukas M3 PO ot 15.11.2012 roga N 917H).

5.IlocranoBnenue IlpaBurtenbctBa N2 403 ot 26.04 2012r "O mopsizake BemeHus: derepanbHOro
peructpa Jul, CTpajaloliuX YrpoKAUMMU U XPOHUYECKU MPOTPecCUpYIUMU pPeqKUMU
opbaHHBIMM 3a00/IeBaHUSIMM, TPUBOMSIIMMU K COKPAIEHUIO MPONO/DKUTEIBHOCTU SKU3HU
IpaskAaH WM X UHBAJIUIHOCTY U €0 PErMOHAIbHOIO cerMeHTa".

6. CraHmapT CIeuuaJnu3MpoBaHHON MEeIMIMHCKON TIOMOIIM JeTsIM MNpu KaacCudeckoit
enmnkeronypun (IIpukas M3 P® ot 9.11.12 N2737H).

7. Kpurepun onjeHKk KadectBa MmeguuyHckoi nomoiy (Ipukas M3 PO ot 10 mast 2017 r. N2 2031
«06 yTBepKIeHUM KPUTEPUEB OLIEHKY KauecTBa MEOUIIMHCKOI TTOMOIIIN)».

8. Tlpukas MuHuMcTepcTBa 3apaBooxpaHeHust Poccuiickoit ®emepaunn ot 15 mekabps 2014 r. N
834n "O6 yTBepKAeHUM YHUGDUIMPOBAHHBIX GOPM  MEIMIIMHCKONM  JOKYMEHTaluM,
JUCTIO/Ib3yeMbIX B MeAULMHCKUX OPTraHM3alMsIX, OKa3bIBAIOIIMX MeOUILIMHCKYI0 IOMOIIb B
amMOyJIaTOPHBIX YUIOBUSIX, M ITOPSIIKOB T10 UX 3aIIOJTHEHUIO".

9. llpukas MuHucTepcTBa 3apaBooxpaHeHust Poccuiickoit @enmepaiin ot 20 mekabpst 2012 1. N
11771 "O6 yTBepXKOmeHMM TMOpsaKa Jauy MHGOOPMUPOBAHHOTO NOGPOBOIBHOTO COMIACUS HA
MeIUIIMHCKOe BMEIIAaTeNbCTBO M OTKa3a OT MeIMUIIMHCKOTO BMEIIATeIbCTBA B OTHOIIEHUU
OTpefie/IeHHbIX  BUAOB  MEAUIMHCKMX  BMeIIATeNbCTB, GOpPM  MHOOPMMUPOBAHHOTO
JI0OPOBOJIBHOTO COTJIaCUsI Ha MEIMIIMHCKOE BMEIIATEeNbCTBO U (POPM OTKasa OT MEIUIIMHCKOTO
BMeIllaTelbCTBa .

10. TIpukas MuHucTepcTBa 3ApaBooxpaHenus: Poccuiickoit @enepaunn ot 14 ssuBaps 2019 r. N 4H
"O6 yTBEpKOEHUM TOpsIKa Ha3HAuUeHUs] JIEKAPCTBEHHBIX IMperapaToB, (opM pelienTypHbIX
6JIAaHKOB Ha JIEKapCTBEHHbIE ITPeIaparhl, opsiaKa oQopMIeHnsT yKa3aHHbIX OJIAHKOB, X yueTa
Y XpaHeHus"

11. Ilpukas MuHuctepcTBa 3apaBooxpaHeHns Poccuiickoit @emepanum ot 16 masg 2019 r. N 302H
"O6 yTBepkmeHuy Ilopsaka TPOXOKAEHUS  HECOBEPIIEHHONETHUMM  AUCIIAaHCEPHOTO
HabmiomeHns, B TOM 4ucCAe B TIepuon OOYYeHWUs] M BOCIMTaHMS B 00pasoBaTeIbHBIX
opraHmsaumsx "

12. Pacriopsbkenue IlpaButenbctBa PO or 31 mekabps 2018 r. N2 3053-p "O6 yTBepKIeHUM
repeyHeil MeIUIIMHCKUX W3[eNnii, UMIUIAHTUPYEeMbIX B OpraHM3M uejoBeKa TMpU OKa3aHUU
MeIMIIMHCKOI IMOMOIIM B pPaMKax MPOrpaMMbl TOCYZapCTBEHHBIX TapaHTUil OecIyIaTHOTO
OKa3aHus rpakJaHaM MeIUIIMHCKON MOMOIIY U OTITYCKaeMbIX IO pelenTaM Ha MeOUIIMHCKNUe
U3JeINS TP TIPeIoCTaBIeHN Habopa COIMaIbHBIX YCIYT"

13.Tlpukas MwuHUCTepcTBa 3ApaBooxpaHeHuss P® ot 6 wmioHs 2013 r. N 354 "O mopsake
MpoBeleHMs]  MAaTOJOrOaHATOMMYECKMX  BCKPBITUIA'  (3aperuMcTpupoBaH MUMHUCTEPCTBOM
foctuiiun Poccuiickoit @emepauyu 16 nexabpst 2013 1., peructpaiiorusiit N 30612).

HNudopmanys o ieKapcTBEHHBIX cpeAcTBax: https://grls.rosminzdrav.ru/

OcHOBHBIE HOPMAaTHMBHO-IIPABOBbI€ AaKThl, pPEryJIMpPYIOUIMe OKa3aHWe Na/UIMaTUBHO
MEeIUIIMHCKOV ITOMOII

1. ®enmepasnbHblii 3aK0H "O BHeceHMM M3MeHeHuit B demepasbHblii 3aKOH "O6 OCHOBAaX OXpaHbI
300pOBbsI rpakgaH B Poccmiickoii @epepaiuu” mO BOIMPOCAM OKasaHMsS MMa/UIMaTUBHONM
MenunyHckoi nomonin” ot 06.03.2019 N¢ 18-®3.

2.T1lpuka3 Mwun3sgpaBa Poccum N2  345H, Muntpyma Poccum ot 31.05.2019 N2 372 «O6
YTBEPXKIEHUN TIOJIOKEHMSI 00 OpraHu3alMy OKa3aHus MaJ/IMaTUBHON MeIUIIMHCKOV TTOMOIIIHN,



BKJIIOYAs MOPSIOK B3aMMOZENCTBUSI MeJVMLMHCKMX OpraHyu3alyii, oOpraHM3alnuii couyuajibHOro
OOGCTYy>KMBaHUSI ¥ OOLIECTBEHHBIX OODbEIMHEHMI4, MHBIX HEKOMMEpPUYEeCKMX OpraHM3aluii,
OCYLIECTBJISIIOLIVX CBOIO AesITeIbHOCTD B chepe 0XpaHbl 3[0POBbSI».

.IIpukasz MwunsgpaBa Poccum N2 348 ot 31 mast 2019 rogma «O6 yTBepsKIEeHUM Ie€peuHs
MeIVMLVHCKUX U3MAeNuii, IpefHasHaueHHbIX JJIs1 OoJAepKaHusl OpraHoB M CUCTeM OpraHu3Ma
yesioBeKa, IPefoCTaB/sieMbIX JJISI MCIIOb30BAHMS Ha OMY».

. IIpukas MunsgpaBa Poccunm N2 505H ot 10 mions 2019 roma «O6 yTBepkmenuyu Ilopsigka
rnepefauM OT MeOMIMHCKONM OpraHmsauuy MaluueHTy (ero 3akKOHHOMY IpefCTaBUTEIIO)
MeIULIMHCKUX U3AeNnuil, mpeqHa3HaueHHbIX ISl ToAaepkaHust GYHKIMIT OpraHoB M CUCTEM
opraHusMa uYejOBeKa, MJi1 MCIONb30BaHMS Ha J[AOMY IIpM OKa3aHUM MaUIMATUBHON
MeJVLIMHCKOM TIOMOIIN».

. IIpukas M3 P® N2 831 ot 3 oxTsa6pst 2019 roga «O6 yTBepskaeHUM BeIOMCTBEHHOI 1eeBoii
nporpaMmsbl «Pa3BuTre cucTeMbl OKa3aHMs NaIMATUBHON MeIULIMHCKOM TOMOIIN».

Hpotme HOPMAaTUBHO-IIPAaBOBbI€ JOKYMEHTbI, C Y4Y4€TOM KOTOPbIX pa3pa60TaHbl

KIIMHNUYECKNEe peKoMeHaganmm:
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10.

11.

12.

13.

14.

15.

. MexxayHaponHast kiaccudukamys O6ome3Held, TpaBM U COCTOSIHMIA, BAUSIOIIMX Ha 3I0pPOBbE
(MKB - 10);

. TIpuka3z M3 P® or 20 mexabps 2012r. N2 1183H «O06 yTBepKIeHMM HOMEHKIIATYPbI JO/DKHOCTET
MeIUIMHCKUX PAaOOTHUKOB ¥ (papMalieBTUUeCKMX PAOOTHUKOBY.

.Ilpukaz M3 P® ot 23 wuionsg 2010 r. N® 541u. Egusblii KBaau(UKAILMOHHBINA CIIPABOYHUK
IIOJKHOCTE PYKOBOIMTEJIEl, CIeUMaJNCTOB U CIyKauux, paspaen KammdukamyoHHbIe
XapaKTePUCTUKHU IOJKHOCTE pabOTHUKOB B cepe 37 paBOOXpaHEHMSI.

. ®efepanbHblii 3aKOH OT 25.12.2018 N2 489 489-®3 «O BHeceHUM M3MEHEHMIT B cTaThio 40
QenepanbHOro 3akoHa 'O6 06s3aTeIbHOM MeOMIMHCKOM CTpaxoBaHUM B Poccuiickoit
Qenepaunun” u depepanbHblii 3akoH "O6 OCHOBaxX OXpaHbI 3J0POBbS TpakaaH B Poccuiickoit
®denepaliun” Mo BOMPOCaM KIMHUUECKUX PeKOMeHIAI[Mit».

IMpukas MuusapaBa Poccuy N2 103H ot 28.02.2019 1. «O6 yTBEpPKOEHUM MOPSIKA U CPOKOB
pa3paboTKM KIMHUUYECKMUX PEKOMEHAAIMI, MX TepecMoTpa, TUIIOBOM (GOPMbI KIMHUYECKUX
peKOMeHJaIMii U TpebGOBaHMII K WX CTPYKType, COCTaBY M HayuyHO! OOGOCHOBAHHOCTH,
BKJTIOUaeMO¥ B KIIMHMUYECKVEe PeKOMeHJauu MHGopMamm».

Ilpuka3 MwunsgpaBa Poccum or 13.10.2017 N 804 "O6 yTBepKOeHMM HOMEHKIATYPbI
MeIULIMHCKUX YCITyT'.

ITpuka3 MuHMCTEpCTBA TPyAa U COIMANbHON 3amuTbl PO ot 27 aBrycra 2019 r. n 5851 "O
KiaccuuKanmsax U KPUTEPUSIX, MUCIOMb3YeMbIX TPU OCYIIECTBIEHUN MeIUKO-COLUMATbHOMN
9KCIIEPTU3bl  TIPKAAH  (QefepaJibHbIMU  TOCYJAPCTBEHHBIMU  YUPEKIEHUSIMU  MEAUKO-
COLIMAJIbHOM 3KCIIepTU3bL";

[Ipuka3 MuHMCTEPCTBA 34PaBOOXPAaHEHMST U COLUMANBHOrO pa3sBuTusi Poccuiickoit @emepanym
«O TIopsIIKe TIPMMeHEeHMST JIEKAPCTBEHHbIX CPEICTB Y GOBHBIX 10 KM3HEHHBIM TTOKa3aHUSIM» OT
9 aBrycra 2005 r. N2 494

VudbopmarmonHoe nmcbMo MwuH3ApaBa Poccuy 1Mo BO3MOXKHOCTM 3aKyIKM JIEKAPCTBEHHOTO
npermnapara o TOPTOBOMY HaMMeHOBaHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-
pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu);

[TepeveHb CreNUaNIM3UPOBAHHBIX MPOAYKTOB JIEUEOHOTO MUTAHMUS ISl JAeTeii-MHBAIMUIOB Ha
2020 rog, Pacriopsikenne [paBuTenbcTBa Poccuiickoit ®emepatinm ot 11 mekabps 2019 roma N
2984-p

IMpuwiokenue A3.2 dTMonaroreHeTmdeckast kaaccupuramnys ['OA

Kog HasBaHue ®depmeHT FeH Jlokanuzauusa
OMIM MNaTonorun reHa

261600 MnepdennnanaHemns OAr-geduumntHas deHnnanaHnH4-runapokcunasa PAH 12q22q24.2
(DKY) (PAH)

261640 MnepdeHnnanaHnHemMms BH4- 6-nupysonn- TeTparmapo- PTS 11922.3923.3
nedvumntHas (tun A) nTepuHcuHTasa (PTPS)

233910 MvnepdeHnnanaHvHemus BH4- ryaHosuH-tpudocdat- GCHI 14q22.1922.2
neduumntHas (Tun B) umknornaponasa (GTPCH)

261630 MnepdennnanaHnHemMms BH4- AVNrMapo-nTepuanH- peaykTasa (DHPR) QDPR 4p15.31
nedvuuntHas (tun C)

264070 MnepdeHnnanaHnHemMms BH4- nTepuH-4- PCBD 10g22
AedvumntHas (tun D) a}'lbd))aKap6MHOnaMMH,CLErM,ClpaTaBa
D

182125 AODA-3aBucumas ANCTOHUS BH4- cenuanTepuH- peayktasa (SPR) SPR 2p13.2
AeduuntHas

617384 MnepdeHnnanaHnHemms He-BH4- J-nomeH-coaepxalunii 6enok 1 (JDP1) DNAJC12 10g21.3


https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu

| AeduuntHas | I

*http://www.ncbi.nlm.nih.gov/omim/?term=HPA Blau moHorpadus

IIpunokenue A3.3 ImarHocTUYECKMe MoKasaTean GpeHmIaHaHMHA U
NTEPUHOB B KPOBU, MOU€E ¥ CIMHHOMO3TOBOJ JKUAKOCTH

MokasaTtenwu/ Phe Neo Bio Pri Neo Bio SHIAA HVA SMTHF aKTUBHOCTb
epmeHT (K) (K,M) (K,M) (K,M) (CMx) (CMx) (CMx) (CMx) (CMx) DHPR (K)
AdGTPCH N N N N 1 | N-| 1 N N
ArGTPCH 1 1 | N 1 | 1 | N N

PTPS 1 1 ! N 1 ! ! 1 N N

SR N N N N N 1 ! 1 N N

PCD 1 1 N-| 1 N N N N N N

DHPR 1 N 1 N N 1 ! 1 N-| !

* AAGTPCH - ayTOCOMHO AOMMHAHTHBIN IeduiuT ryaHo3uH-tpudoc-dar-uukiorngponassl I;
ArGTPCH - ayTOCOMHO peleccUBHbIN TeUIUT r'yaHO3MH-TpudocdaT-uuKiIoruaposnassl I, PTPS —
6-TIMPYBOMJITETPArMAPONTEPUHCUMHTA3a, SR — cenuanTepuHpenykrasa, PCD — nrepuH-4-anbda-
Kap6uHonaMmuHaernaparasa, DHPR — murmagponrtepuauHpenykrasa, Phe —denmnananmt, Neo —
HeomnTepuH, Bio — 6uonrepun, Pri — npumantepmH,SHIAA — S-TUIPOKCUMHIOTYKCYCHAST KUCIOTA,
HVA - romoBaHmImMHoBast Kuciaora, SMTHF — 5-metuterparuapodoinar, K - kpoBb, M — moua, CM3K
—CIIMHOMO3T0BAast XUIKOCTb.

IIpunoxxkenue A3.4 AJropmUTM MOJIEKYISIPHO-T€HETUUECKON JMAarHOCTUKM
nanyeHToB ¢ [PA

IIouck myranuii reHa PAH

Kommenmapuii: Bue 3asucumocmu om duazHocmuueckoli KoHyeHmpayuu @A, Haubosnee uacmoti (98%)
npuuuHoti ecex I'DA sensiomcsa mymayuu 6 2eHe PAH. Ilouck mymayuii 2eHa PAH sensemcs
MOJIEKYNAPHO-2eHEMUYEeCKUM UCCTIe008aHUEM, Komopoe caedyem Ha3Hauame 6 nepeyw ouepedd.
HcknioueHuem s610mcsk nayueHmsl ¢ Npo8e0eHHbIM UCcnedosaHuem nmepuHo8 Moyl uiu Kposu, no
pe3ynbmamam Komopozo MOMHO 00HO3HAUHO 3an0do3pums BH4-deuyumnyro I'DA.

1.ITouck yacTbix MyTauuii reHa PAH

HccnenoBaHne KOOMPYIONIEii MOCIenoBaTeIbHOCTY reHa PAH (cekBeHupoBauue 1o CeHrepy min
MaccoBOe TapauieJibHoe CEeKBEHMPOBAaHME C TOCIEAYIONMM TOATBEPKIEHNEM De3yIbTaToB
METOJIOM CeKBEeHMPOBaHus 110 CeHrepy)

2.JTouck neneunii u gyrnukanuii rena PAH (meton MLPA)

Kommenmapuii: B cnyuae He o6GHapyxiceHus 00HOU unu obeux mymayuii eena PAH nocne noucka
uacmelx mymayuti (a) nociedosamensHo HasHauaromes uccnedoganus (b), (c). Ecnu e pesynsmame
nonHozo uccnedogavust zema PAH o6e mymayuu He Obliu 00HapyxceHol, cledyem npogooums
uccnedosaHue 2eH06 No A120PUMMY HUMCe.

IMouck myranwuii B reHax PTS, QDPR, GCH1, PCBD1, SPR, DNAJC12

Kommenmaputi: B cryuae Hanuuus pe3ynsmamos OUOXUMUUECKUX UCCed08aHuUll, N00meepioanujux
Hanuuue y nayueHma onpeodeneHHoli opmsl BHA-depuyummoti DA, MOHHO npucmynums cpasy K
uccnedoganur coomeemcmeywwezo 2eHa. B npomusHom cryuae, pexkomeHdyemcsi nposooums
uccnedosaHue 2eHo8 8 ykasaHHoli nocnedosamensHocmu: PTS, QDPR, GCHI1, PCBD1, SPR, DNAJCI12
(no uacmome ecmpeuaemocmu). B ciayuae ucnons3o8aHus memodom Macco8ozo NApaiiesibHozo
CeKB8EHUPOBAHUSL BO3MOMHO UCCNEO08aHUE BbllENePeUUCTIEHHbIX 2eH08 00HO08PEMEHHO.

IMpunokenue A3.5 NudopmupoBaHHOE coriacue 3aKOHHOTO
npeacTaBuTesa pedeHka ¢ 'PA o He0OXOaAMMOCTH JIEUEHUS Y COOJTIOIeHMST
TpeOoOBaHMIi Bpaua

5,

(D.1.0. nonHocmoio)



SIBJISIIOCH 3aKOHHBIM IIpeACTaBUTe/IeM (MaTb, oTell, YCbIHOBUTE/Ib, OIE€KYH, HOHQ‘H/ITGJ'IB) p66€HKa
Wi anuna, NIpM3HaHHOTO HQJIGECHOCO6H])IM

(D.1.0. peberka unu HedeechoCcoOHO020 2paXOAHUHA — NOJHOCMBIO, 200 POXCOEHUS)
OCBEeIOMJIEH O HEOOXOAVMOCTY COBMIOIeHMST TPeOOBaHMIT Bpaya 1 JIeUueHusl.

MHe [aHbI TOJHBIE M BCECTOPOHHME CBEIEHMS O XapaKTepe, CTEMeHM TSKecTH 3aboieBaHus,
BO3MOKHBIX OCJOXKHEHMSIX, BK/IIOYAsl [JaHHble O pe3ylbTaTaX o00CaeIoBaHMs, ITPOTHO3eE,
BO3MOSKHBIX BapMaHTaX MeJUIIMHCKOTO BMelIaTelbCTBa (06C/Ieq0BaHMs, IEUeHUST), U OSKUAAEMBbIX
pe3ysbTaTax MpOBOAMMOTO JIeUeHNS.

MHe mnOApOo6GHO B [OOCTYIHON 1IJjisi MeHsT (opMe pas3bsiCHEHbl BO3MOXKHBIE TTOCTEICTBUS
HecoOmoneHnsl TpeGOBaHMIT Bpaya M JeueHus] (YMCTBEHHAsl OTCTaJIOCTh, SIMIENTUYECKUE
MPUCTYIBI U Ip.). I 0CO3HAI0, YTO HecoOMIoIeHe TpeOOBaHUI Bpavya U JIEUeHUST OTPULIATETbHO
CKa)KeTCSI Ha COCTOSTHUM 3[I0POBbsI pebGeHKa ¥ Jake MOXKET IMPUBECTM K HeOJarompusTHOMY
UCXOIY.

« » 20 1
(noonucs) (D.H1.0. 2parcdanuHa unu e2o 3ak0HH020 hpedcmasuimens)
« »_ 20_r
(nodnucwe) (HdonxcHocms u @.1.0. MedUYuHCK020 pabomHuKa)

IIpunoxxenue A3.6 XuMHUUECKHUI COCTAB M BO3PacCT IPMMEHeHMUS
Crenyaau3pOBaHHbBIX IPOAYKTOB HA OCHOBE aMMHOKMCIOT 60e3 PA

(8 100 r cyxoro mpoaykTa/100 MJI TOTOBOTO JKMIKOTO MpoayKTa)* [16, 25, 27, 31, 53]

HaumeHoBaHue npoaykra Benok Kwup, Yrnesoapl, © DHepreTuyeckas Bospact
(3KBUBANEHT), I LeHHOCTb, KKan npuMeHeHns
AdeHunak 13" 13 25 52 485 0-12 mec
AdeHnunak 1577 15 23 51,7 474
Adennnak 20" 20 18 50,4 444 crapuwe 1 roga
AdeHunak 40 40 13,5 31 405
HyTp;lrgy*fREMIUM 14 23 50,4 471 0-12 mec
14-phe
gngﬁlrgn*PREMIUM 20 18 50,4 444 crapwe 1 roaa
-phe
?ngKrgb*fREMIUM 40 13 31,4 403
-phe
HyTpurex PREMIUM 70 0 4,5 298 crapwe 7 neT,
70-phe B3poOC/ble,
6epemeHHble
JKEHLLMHBI
HyTpuren 30" 30 0 54,1 336 crapwe 1 roga
HyTpuren 707" 70 0 6,9 308 crapwe 7 ner,
B3pocsible,
. 6epemMeHHble
HyTtpurex 75 75 0 1,3 305 SKEHLLUMHbI
PKU AHamnkc UHdant " 13,1 23 49,5 457 0-12 mec
M-AM 17 75 0 0 300 oT 1 Ao 4 ner.
M-AM 2" 75 0 0 300 c4 po 12 ner
M-AM 3" 75 0 0 300 ctapwe 13 net
XP Makcameiig " 25 Menee 0,5 51 309 oT 1 g0 8 net
XP Makcamym™ ** 39 meHee 0,5 34 297 ctapwe 8 ner,
B3pocsible,
6epemeHHble
XKEHLWMUHbI
PKU Jlodnekc LQ 100 16 0 7 394 crapwe 4 ner,
Juicy Berries B3pocC/ble,
KUAKUIA 6epemeHHble
62,5 10 0 4,4 246 KEHLLUMHbI
PKU Nut;i**z* 27 14 42 402 crapwe 1 roaa
Energy
PKU Nutri 3 35,4 12,6 44 387 crapwe 9 nerT,
Energy B3pocsible,

6epeMeHHble
JKEHLLMHBI




EEEE

PKU Nutri 2 Concentrated 60 0 10 280 crapuwe 1 roga

PKU Nutri 3 Concentrated™** | 70 0 4,3 297 cTaple 9ner,
B3poc/ible,
6epemeHHble
XEeHLWWHbI

COMIDA-PKU A dopmyna + 11,8 27,4 52,6 506 0-12 mec

LCP

COMIDA-PKU B™*** 73 0,5 296 crapwe 1 roga

COMIDA-PKU B dopmyna™™™* 31,1 15 40,6 424

COMIDA-PKU C**** 75 0 0,4 302 cTapuwe 7 net

COMIDA-PKU C copmyna™™* | 45 0 38,9 335

MD mun OKY-0"""* 13 23 59 495 0-12 mec

MD mun OKY-1*"** 20 0 73 372 crapwe 1 roga

MD Mun ®KY-2**** 40 6,1 46,9 402

MD mun OKY-3*** 69,1 0 23 368 crapwe 1 roaa,
B3poc/ible "

e 6epeMeHHble
MD mun OKY MpeMuym 69,1 1,9 23 385 JKEHLLUMHbI
MD mun ®KY MAXIT™** 75 0 14 356 crapwe 1 roga

* CIIMCOK TMPOMYKTOB TPEACTaBIeH B COOTBETCTBUM C PacmopsskeHMeM MpaBuUTeNIbCTBa Poccuiickoi
®enepauyu ot 11 mekabpst 2019 r. N2 2984-p «O6 yTBepsKAeHMUM TTePEYHS CIelMaIN31POBAHHbIX
MIPOIYKTOB JIe4UeOGHOT0 MUTaHMs [AJis AeTeii-uHBanuaoB Ha 2020 r.»

IMpunoxkenne A3.7 ClIMCOK HU3KO0ETKOBBIX ¥ 6€30€/IKOBBIX
CIenaIu3MPOBAHHBIX IMIPOAYKTOB, 3aperMCTPUPOBAHHBIX HA TEPPUTOPUN

Poccuiickoit ®enepanym

Bua npoAyKToB HU3KO6ENKOBbIX CpenHee MNpowussoautenu, Ubs npoaykuus Bospact npumeHeHuns
cneunann3mpoBaHHbIx* KONM4ecTBo 3apernctpuposaHa B Poccuickon

6enka 8 100 r denepaunmn

roToBOro

npogykra
Myka Hu3kobenkoBass Ans  BbINeYkH <1ir Crapwe 1 roaa,
xneba, onaguii, xneboBynoYHbIX U OrBHY BK/tOYasi  MOAPOCTKOB,
KOHAUTEPCKUX v3penui (B Buae Bcepoccuiickuii Hayy4Ho- B3pOC/bIX, GepeMeHHbIX
nonychabpukaToB) wnccnenoBaTenbCKuin VHCTUTYT XKEHLMH ¢ OKY

KpaxmasionpoayKToB

MakapoHHble usaenus Hu3kobenkosble B
accopTUMeHTe (BepMULLeNb, MaKapoHbl 1
ap.)

Huskobenkosble Xxne6obynoyHble
v3penusi rotoeble (xneb u ap.)

Huskobenkosbie KoHAUTEPCKME u3aenus
(neyeHbe, Bachnn v ap.)

Huskobenkosble nonydabpukatbl  Ha
OCHOBE KpaxMasioB ANns NpuUroToBsieHns
CynoB, Miope, OBOLLHbIX KOTAET U ApYrux
6nioa.

Hwa)Ko6enKosb|e Kpynbl ( caro, puc v
ap.

Hu3ko6enKoBbIN 3aMeHuUTeNb AnL

Besbenkosble cyxue
MOJIOUHBIM BKYCOM

HannTKun C

MakMacTtep (Poccust)
Balviten Monbwa
JlonpoduH (Hytpuumsa)
3A0 Udanpum (Poccus)

Dr. Schar AG/SPA (FepmaHus, Utanus

CopepxaHue deHunanaHnHa, OCHOBHbIX MULLIEBbIX BELIECTB U SHEPTrUM HEKOTOPbIX KpaxmasnocoepXalinx HU3KO6enKoBbIX MpoAyKTOB,
eHunkeToHypuei (100 r npoaykTa)

NCNonb3yembliX B NMUTAHUU NALUMNEHTOB C Cb

DA 6enkun KUPbI yrnesofbl KKan
Caro uckyccTBeHHoe 40 0,8 0,2 86,5 360,0
MakapoHHble n3nenusi manobenkosble 50 1,0 0,6 85,0 358,0
Kpaxman kapTodenbHbii 5,0 0,1 - 78,2 313
Kpaxman KyKypy3Hblil 50 1,0 0,6 83,5 343
Kpaxman nieHnYHbIi 20 0,4 0,1 86,8 367,0
Kpaxman aMWUIONeKTUHOBBIN 50 1,0 0,6 85,2 329,0
Habyxatowmi
Xneb6 6e36enkoBbI 35 0,7 2,5 58,9 276,0
MonydabpukaT  Hu3kob6enkosbIi  Ans 95 1,9 1,0 90,5 417,5
npurotosnexHns 61MHOB 1 onaaunii
[noKo3Has nomMagka ¢ GpyKTOBbIMUK 30-100 0,6-2,0 0,1-1,0 71,0-73,0 300-310
nobaeBkammn




IMpunoxkenue A3.8 Hopmsl hpu3MoI0rnuecKor moTpeoGHOCTM B OCHOBHBIX
HYTPUEHTAax JJifl 3T0POBbIX AeTel Pa3INYHbIX BO3PACTHBIX TPy U

B3POCIBIX

CpenHecyTOUHBIE HOPMBI TIOTPEGHOCTE! B OCHOBHBIX IMINEBBIX BEIIECTBAX M SHEPIUY JIS JeTeil
I1epBOr0 IO/l JKM3HMU (Ha KI' MaccChl Tesa) [24].

Bospact SHeprus, Benok, XKunpebl, Yrnesopabl, r/kr
(mec.) KKan/ kr r/kr r/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

CpeniHeCyTOYHbIE HOPMbBI (DU3MOIOTUYECKOM

SHeprum s feTei crapuie roga [24].

HOTpe6HOCTI/I B OCHOBHBIX IIMIINEBBIX BelleCTBaxX U

Bozpact SHeprus, kkan Benok, r/aeHb* Xupbl, r/oeHb YrneBoabl, r/AeHb
oT 1 roga go 2 net 1200 36 (28) 40 174
oT 2 net ao 3 net 1400 42 (33) 47 203
oT 3 net fo 7 net 1800 54 (46) 60 261
oT 7 net go 11 net 2100 63 (54) 70 305
oT 11 net Ao 14 neT Manbyunkmn 2500 75 (64) 83 363
oT 11 net Ao 14 net AeBoukn 2300 69 (59) 77 334
oT 14 net ao 18 net toHoww 2900 87 (74) 97 421
oT 14 neT Ao 18 neT AeByLKH 2500 76 (64) 83 363

[lpumeuaHue: *

Crienana3upoBaHHOl cvecu 6e3 DA.

B cko6Kax YyKa3aHO OPMEHTMPOBOUHOe TOTpebieHue Genka

32 CYEeT

IIpunoxxkenue A3.9 MuHuMaabHOE JOMYCTUMOE KOInuecTBO @A B mUTaHUU

nauyeHToB ¢ DA B 3aBUCHMMOCTH OT BO3pacTa

Bo3spacT aeteit

Konnyectso ®A

Mr/Kr/cyTkn* Mr/cyTkn**
ot 0 go 2 mecsiueB 90-60 130-430
2-6 MecsiueB 55-45 135-400
6- 9 MecsiueB 40-35 145-370
9 - 12 mecsues 135-330
1-3 35-25 200-320
3-7 25-20 200-1100
7 v cTaple 20-10
BepeMeHHble 1 KOPMSLLMUE XKEHLMHbI**
TpumecTp 1 265-770
TpumecTp 2 400-1650
Tpumectp 3 700-2275
Mepvoa naktauuu 700-2275

Ipumeuanue: *- [23]; **- [4, 20].

Heaocma}ou;ee KoJIUUecmaeo 0enika 60CNOIHIEMCs 3a cuem cneyuanu3uposaHHbIX JleuebHbIX npoaykmoe
— cmeceli amuHokuciom 6e3 @A u HU3K00ENKO8bIX npo@ykmoe numadusl. AMUHOKUCIIOMHblE CMeCU

pasnuuaiomcesi no codepycavuio 6eaka (om 13 2 do 77,5 2 na 100 2 cyxozo npodykma) u Opyeux
numamenvHoIx eeujecme (yeneeoobl, HUpbl, BUMAMUHbBL, MUKPO- U MAaKpodiemeHmol). Bce cmecu 6
ceoem cocmase He codepxcam DA. AMUHOKUCTIOMHble cmecu ¢ codepxcaHuem 13-15 2 Genka 8 100 2
cyxoli cmecu npedHasHaueHs! s demeti nep8ozo 200a xusHu. lemam cmapuwe 1 200a, noopocmkam,
83POCTIbIM, BKAIOUAS OepeMEHHDIX HEHWUH, HA3HAUAMCS CMecu ¢ 6osiee 8bICOKUM codeprcaHuem OenKa

(TIpunoxerue A3.3). Pacuem cymouHoli 003bl CNEYUAIU3UpPOBAHHO20 NPOOYKMa npou3eooumcst no

popmyne: (Ps-Pn) x 100,

p



20e Ps — cymouHoe Konuuecmeo 6enka, Pn — 0Genok ecmecmeeHHbIX npodykmos, P — 6enkoewiii
akgusanenm 6 100 2 Cyx020  CneyuaIuU3uUpo8aHHOZO0  NPOOyKMA. pacuema
eunogeHunaanuHogoli duemsl NOKA3aH Ha npumepe pacuiema numauus 3-xiemuemy pederky ¢ QAI-
3asucumoti I'PA (OKY)

IIpunyun

IMpunokenue A3.10 [Ipumep pacuera nutaHus pedbeHKy ¢ PAIl-3aBucumoit
A

IMayuenm 3 200a, macca mena 14,5 k2

1. O6ujee cymouroe konuuecmao 6enka 8 payuoHe 60a6H020 (CM. maodn.5): 54,02

2. Tonycmumoe cymouHoe Koauuecmso @A (cm. mabn.6):

25x 14,5 = 363 me

3. lonycmumoe Konuuecmeo 6esika ecmecmeeHHslx npodykmos (12 6enxka codeprcum 50 me @A):
363:50=7,3¢

4. Konuuecmeo Gesika 3a cuem cneyuanu3uposaHHozo npodykma Ha ocHoge cmecu L-amuHokuciom 6e3
DA:

54,0-73=46,72

5. CymouHoe koauuecmeo amuHokuciomHot cmecu (100 2 codepycum 20 2 6enka):
46,7 x 100:20 = 233 2

6. PekomeHdyeMoe CymouHoe KOJIUUecmao ¥upa 8 payuoHe (cm. mabn.s): 60 e.

7. PexomeHdyemoe CymouHoe Koauuecmao yz2nee0008 (cm. maon.5): 261 e.

IMpunoskenue A3.11 Cxema Tepanuu npu pasanaHbix BH4-meumnTHbIX
COCTOSTHUSIX

Cxema Tepanuu npu pasanuyHbix BH4-neuiiMTHBIX cOCTOSHUSX (¢/6e3 runepdeHmnataHMHeMIn)

CanpnTepun** JleBopona+ 5-rupapokcu AveTta c ®donuveBas
CpeacTsa [Kapbugonal** TpunTodaH HU3KMM OA Kucnota**
Tepanuu (6uonoruyecku
depMeHThI aKTuBHas

nobaska)

GTPCH + + + - -
DRD/ayTOCOMHO-A0MUHAHTHbI - + - - -
TN GTPCH
PTPS ymepeHHas dopma + - - - -
PTPS taxenas dopma + + + - -
DHPR - + + + +
SR - + + - -
PCBD + + + - -

ITpumeuaHue: *-tTabauiia coctapyieHa mo gaHHbM N.Blau 2014.

IIpunoxxenue A3.12 TecT Ha YyBCTBUTEIBHOCTD K CallpONTEPUHY**

TecTupoBaHMe MTOTEHIMATbHO YYBCTBUTEIBHOCTHM K CAITPONITEPUHY ™™ U NabHeliliee JeuyeHne UM
MIPOBOAUT M KOHTPOJIMPYET BPau, KOTOPBIN OCYIIECTB/SIET HAOMIOMeHe MmanueHToB ¢ TDA. s
6oyilee TIIATENBHOTO KOHTPOJSI TECT I1eJIecCO06pasHO IMPOBOAUTh B CTal[MOHAape, BO3MOXXHO
IHEBHOTO TpeObIBaHMSI, TIPY YIOBIETBOPUTEIbHOM KOMIUIAEHTHOCTY TMalliieHTa — aM6y/lIaTOpHO.
[lepen IpoBeeHNEM TeCTUPOBAaHMS Y POAUTeNelt (3aKOHHBIX IIPe[iCTaBUTeNelt) pebeHKa, a TakkKe y
MalyueHToB crapuie 14 jer 6epyT MHGPOPMUPOBAHHOe corjacue (mpuiaokeHue A3.13) Ha
MpoBeleHre JaHHOM TPOIeAypbl, IPOBOAUTCS TMpeABapuTeNibHass Oecema, B  KOTOPOIi
Pa3bICHSIOTCS eV U 3a7ja4y TECTUPOBAHMS, POIb POAUTENIEN ¥ CAaMOTO TMalliieHTa B 06ecreueHnn
¥ BBITIOJIHEHMM YCJIOBUIA TIPOBeleHUSI TecTa.



BaskHbIMMI YUIOBUSIMUM TECTUPOBAHUSA SIBJISIIOTCSA

e BeleHMEe IMINEBOTO ITHEBHUKA M CTabuiabHAs TuUodeHWIaTaHMHOBAS AMeTa C LeTbio
MCKITIOUEHMSI €€ BIMSIHUS Ha KoimeGaHus KOHIeHTpaluu @A B KpOBU;

* Heo6XOOMMOCTh TECHOTO B3aMMOMENCTBMS C BpauoM [JisI CBOEBPEMEHHOTO COOGIIEHUSI O
HeKelaTeNbHbIX SBJIEHUSIX, WHTEPKYPPEHTHBIX 3a00/€BaHUSAX WIM [OPYTUX COOBITHUSX,
CITOCOOHBIX MOBJIMSITh HA PE3Y/IbTAT TECTUPOBAHMS;

e 06pas3sipl KpoBM 181 onipenenenuss @A  cemyeT co6MpaTh HEITOCPEACTBEHHO epesi BBeeHeM
carpornTepuHa**, a 3aTeM 2-5 Ipo6 B TeueHue Iepuoia UCIIbITaHMI B OTHO U TO K€ BpeMsI THSI,
sKeJIaTeIbHO HaTOIAK;

o y3mepenne @A B cyxux o6pasiax KpoBY ITPOBOIUTH OIHUM U TEM K€ METOIOM.

TecTupoBaHMe MOKET ObITh IPOBEEHO ¢ 1 rofa ¢ 1ebio BeisBUThL BH4 meduiiutabie dopmbl TDA,
YTO HEe MCK/II0YaeT IIOBTOPHOTO MPOBEIEHNs TecTa B Gojiee cTapiieM BO3pacTe AJIsl OIpeneeHnst
YYBCTBUTEIBHOCTHU K CAIIPOIITEPUHY** y 60bHBIX ¢ AT 3aBMCcUMOIT popmoit TDA.

MOXXHO MCIIONMb30BaTh pa3auMyHble CXeMbl TeCTUPOBaHUSI (KOPOTKMe cxeMbl - 24 yvac, 48 yacos, 7
IHeN, OauTeTbHbIE CXeMbl — OT 28 NIHei u Oosee). IJIMTENIbHOCTb TECTMPOBAHUSI M KPATHOCTD
B3SITMSI KPOBM BO BPeMSI TECTMPOBAHMUS OMpeeisieT Bpay, pyKOBOACTBYSICh IMPM 3TOM JaHHBIMU
JICCIIeA0BaHMIL 10 ONITUMAJIbHOMY TPOBeLeHMIo TecTa [28].

Ins momydyeHus: Hambosee MHMDOPMATMBHOTO pe3yibTaTa Ie1ecoobpa3sHO MCIOAb30BaTh IS
TECTMPOBAHMS MaKCUMAJIbHYIO T03UPOBKY Ipenapara (20 mr/kr). CyTouHas f03a pacCUMThIBAETCS
VHIVBUIYAJIBHO JIJIST K&KOOTO MalMeHTa B COOTBETCTBUM C MHCTPYKIIMEIA.

«Kopomkue» CXeMbl mecmuposdaHus

OcHOBHBIM KpuTepyueM 5(DQPEKTMBHOCTM IIperapara Mpy KOPOTKOM TECTUMPOBAHUM SIBJISIETCS
cHIKeHMe KoHueHTpaunuy @A kposu Ha 30% u 6oree.

IIposederue mecma 'y demeti cmapute 1 200a, no0pocmKo8 u 63pocbix NAYUEHMO8.

Ilepen, mpoBeleHMeM TeCTMPOBAHUSI CTAOMIM3UPYIOT cofepskaHMe @A B KpOBU IyTeM
Mo IepskaHus MOCTOSTHCTBA MUIIEBOTO pallMOHa B TeueHue 4-5 qHell 10 Hauana TecTa U B Mepuof,
TecTupoBaHus. TecTupoBaHMe HAUMHAIOT Ha (OHE CTabwIbHOrO ypoBHSI ®A KpOBMU, IIPU 3TOM
paccuMThIBaeTCsl CpelHee 3HauYeHMe [ByX TIoKasaTreneii DA, NOMydYeHHBIX B pe3yibTaTe
IBYKPAaTHOTO B3SITVSI KPOBM Ilepef HayaJioM TecTMpoBaHus. lLlemecoo6pasHo, UTOGBI cpenHee
3HaueHue DA 6buI0 He HIDKe 450 MKMOIb/N (7,5 MI/OJT), MTO3TOMY «KOPOTKOE» TeCTMpOBaHMe
He0OXOOMMO TPOBOOUTb B MEPBYI0 Ouepefb Y MAlMEHTOB C MOBBINIEHHBIM comepskaHueM A B
KpoBu. [Ipu HOpMabHOM comepskaHuy DA KpoBHU, AMeTa MOXKET ObITh CJIeTKa paciliypeHa (TOIbKO
TIpY COIIAaCUM POJMTeNeli/3aKOHHBIX INpeNCcTaBUTeNell MAM CaMoro IalyeHTa) A0 IMOayYeHUs
CTabUIbHBIX 3HaUeHMiT A KpoBM He HinKe 450 MKMOIb/J (7,5 Mr/mt).

B meHb mepBoro mpyema mnpernapara HaToIIaK 6epyT aHaIN3 KPOBU M3 Maiblia Ha (eHmIasaHuH,
3aTeM pebGeHOK MPUHMMAEeT PACCUMTAHHYIO O3y Mperapata BMEeCTe C 3aBTPAKOM MM Cpasy ke
mnocse 3aBTpaka. B TeueHne 2-x (unu 7-mu) gHeH YTpPOM B OFHO M TO Ke BpeMsI IMOC/ie 3aBTpaka
(Wi BMecTe C efioif) pe6eHOK MPUHMMAET Mperapar, pa3BeIeHHbIN B TEIUION BOJIe B COOTBETCTBUM
C MHCTPYKLMEN.

[ToBTOpHOE B3sITME KPOBM MPOBONAT Ha 3-i1 (Mim 8-J) OeHb CTporo Harolak. Omeem Ha
uyecmeumenbHOCmMe K npenapamy OLeHMBaeTCsl 110 CTelleHM CHIDKeHMsI KOHLleHTpauyy ®A B KpoBu
GOPHOTO TPU COOTIOMEHNM CTaOWIIBbHOI TUIOQEeHUIAIaHMHOBOM IueTsl. [lanueHT cumTaercs
YYBCTBUTENbHBIM, €CIM pasHuila ypoBHsT DA, MomyyeHHOTO MO OKOHYAHMM Iepuonia OLeHKU
OTBeTa Ha JieueHue, 1 UCcxomgHoro yposHsl @A mnepes HavaJioM IIpyeMa mpenapara cocrasiuseT 30%
u bornee.

ITpu cHuxkeHun ypoBHsT DA Gomee 85% BbBICOKA BEPOSITHOCTH, UTO IurepdeHUIaIaHUHEMUS Y
naiyeHTa 06ycIoBIeHa HeJJOCTATOYHOCTBIO TeTparuapobmonTeprua (BH4).

[IpuMepHbIe cXeMbl TECTUPOBAHMSI TPUBeAeHbl B Tabauiax 1-2.

Tabmmuua 1. [IByxmHeBHas cxemMa TeCTMPOBAHMS [ ONpeAeaeHNs] YYyBCTBUTETbHOCTM K
CampoInTepuHy™.

lpoueaype! Mo tecta [Hn TectTuposaHuns
I II 1 2 3 4
Kposb HaToLyak X X X X

Mpuem npenapara + +




OnpenenerHne  oTtsera o
pe3ynbtatam @A Kposu

‘ ) ‘
*- KpaTHOCTD B3SITHSI KDOBU MOYKET ObITh YBeIMUEHA A0 3-X pa3 B CyTKM IO pellieHMIo Bpaua. bonee

YacThlii KOHTpOAb DA 103BOsIeT 3apUKCUPOBATh MOMEHT MAaKCHMAaJIbHOTO CHVDKEHMS
KoHIeHTpauuyu ®A KpoBu Ha GoHe mpyueMa carpornTepuHa™™,

Ta6bmuia 2. CeMugHeBHAs CXeMa TeCTMPOBAHUSI IJIsl OIpPeNe/NeHUs] UYBCTBUTEIBHOCTU K
carponTepuHy**!,

lMpouenypbi Mo tecra [AHn TecTupoBaHuns

7-u AHEeBHasi cxema

I II 1 2 3 4 5 6 7 8 9
Kposb HaToLjak X X X X
lpnem npenapara + + + + + + +
Onpeagenexnne orseTa X *
no pesynpratam @A
KpoBu

I KpaTHOCTB B3ATHS KPOBU MOKET OBITH YBeITMUEHA 10 3-X pa3 B CYTKM I10 pellleHyio Bpaua. Boree
YyacThiii KOHTpoab DA Tmo3BOMsSIeT 3adUKCUPOBATH MOMEHT MAaKCUMAJTbHOTO CHVDKEHUS
KoHUeHTpauuy A kpoBu Ha GoHe mpuema carnponTepuHa™™.

Iocne TpoBemeHMs] TECTUPOBAHMSI M TIOMYUEHMS TOJOKUTEIbHOTO pe3yabTaTa Heo6XOmMMO
TIOATBEPIUTH ero B X0[ie IJIUTeNIbHOTO HabMIoAeH S

«ImUTenbHBIN» TECT

OcHOBHBIM KpuTepyueM 3()HeKTUBHOCTM «ITUTETHHOTO» TECTVPOBAHMS SIBJISETCS! TOBBILIEHIE
TOJIEPAaHTHOCTY K MuIneBoMy (GeHMIaNaHMHY. [IperMyIecTBOM TaKOrO TECTUMPOBAHUS SIBIISIETCS
BO3MOXKHOCTb €ro MpoBeieHus Ha GoHe pedepeHCHBIX 3HaUeHNT DA KpOBU Y MalyeHTa (T.e. He
Bbiie 360 MKMOab/M). Ilpu 3Tom TpebyeTcs exkeqHeBHOe BeleHMe MUIIEBOTO JHEBHMKA,
TIIATENbHBI KOHTPOJIb AMETHI, GAaKTUUECKOTO MOTpebieHMs MalMeHTOM HaTypaabHOTO OGenka 1
DA.

Bo BpeMs1 IyIMTEIbHOTO TEeCTa Ha PeakiMio C callpolTePMHOM** 06pa3iibl KPOBU JIJIST OIIpeeIeHNST
KOHIeHTpanuit ®A ciemyeT cobupaTh MO BO3MOXKHOCTY €XKEIHEBHO, €CJIM TaKOii BO3MOKHOCTMU
HET, TO He peske OOHOIO pa3a B HeIeslio.

MaxkcumasbHas TONePaHTHOCTD K IuieBomy DA orpenensieTcs IyTeM IIOCTeIIeHHOTO YBeIN4eHUsI
norpe6aennst @A (pacuiMpeHne OMeThbl) MIPU COXpaHeHUM IToKasarteseit @A B KpOBM MalllieHTa B
1leJIeBOM Juara3oHe. B COOTBETCTBUM C eBPOMENCKMMU PeKOMEeHIAlMSIMU IO OUArHOCTUKE U
sneyeHno DA TOBbBINIEHNE €CTECTBEHHON TOJEPAHTHOCTM K Oenky >100% 10 cpaBHEHMIO C
MCXOOHOV (IO Hayala TeCTMPOBaHMS) IPU COXpaHeHUM KOHUeHTpauuyu PA KpoBu B mpepenax
TepaneBTUYECKOrO [Ayarna3oHa mocie 6 MecsAleB IpueMa CalporTepuHa™™ SBISIeTCS
I0Ka3aTelbCTBOM YYyBCTBUTEIBHOCTY MallieHTa K JIeUeHMIO JaHHbBIM ITpernapaToM.

B TeueHMe TPOGHOTO JieueHMs U TOCIEAYIONIell KOPPEKIMM Tepanuy KoHlleHTpauust ®A B KpOBU
He IO/DKHA TMpEeBBIIATh 1IeJIeBOro 3HaueHus 6 mr/mi (360 MKMOJb/1). IIpy KOMOGMHMPOBAHHOM
WUCIONMb30BAaHUM  TUNOGEHWIATAaHUHOBO ~ AMETbl UM campomnTepuHa**  KOHTpPOab  3a
AHTPOMOMETPUYECKUMIU U OMOXMMMUUECKMMM TIOKA3aTeasIMUM HYTPUTUBHOIO CTATyCca OJIKHBI
ObITh CHCTEMATUUECKUM BO M30ekaHMe pa3sBUTUS HeduiMTa OCHOBHBIX M MUHOPHBIX MMUIIEBBIX
BellleCTB, IMMEeHTapHO-3aBUCUMBbIX COCTOSTHUIA.

ITpy HEO6XOAMMOCTY IJIUTEbHASI MeIMKaMEHTO3Has Tepanust y 60abHbIX DA, OTBEYAIOMIMX Ha
JIeUeHMe CampoIrTepuHOM™** cHUsKeHMeM YpoBHS DA B KpOBM, MPOBOAUTCS B KOMOMHAIUU C
IVEeTOV P UCII0Ib30BaHMM aMMHOKUCIOTHBIX CMeceli, KOMUeCTBO KOTOPBIX OIpeAesseT Bpay.

IManyeHThl, MOMYYAONIME CATTPONTEPUH** TPEOYIOT TIIATETbHOTO KOHTPOJS 32 COCTOSIHMEM WX
HYTPUTMBHOTIO CTATyCa M APYTMMM TIOKa3aTeISIMI 300POBbs He peske 1 pasa B 6 MecsIIeB.

TecmuposaHue Ha Uy8CcMeUIMeabHOCNb K CanponmepuHy** 6o epems 6epemeHHOCU.

JKenmyuam c¢ TI'®A HacTOSITeIbHO PEKOMEHIYeTCsS BBIMOJHUTb TeCT JO HaCTYIUIeHUs
O6epeMeHHOCTM. BO3MOXKHOCTb TIpOBeleHMss 48-yacoBOTO TecTa Ha UYBCTBUTEIBHOCTh K
CampoONTEPUHY**  paccMaTpMBaeTCs B CIydasx, Korma 6epeMeHHas skeHIMHA ¢ DA He MOTYT
noctuyb ypoBHSI @A €360 MKMOJIB/JT B KPOBY C TIOMOIIBIO TUIIeHUIATaHMHOBOM nueThl. Takoii
TMOAX0J, CUYMTAETCsI OMpPaBIAHHBIM, TaK KaK PUCK TepPaTOTeHHOCTM BBICOKMX KOHLIEHTpAlMii B
KPOBM MaTepy MpeBbIIIaeT PUCK UCIIOIb30BaHMS CallpoInTeprHa™* Bo BpeMst 6epemeHHOCTU. ECiu
TeCTMPOBaHMe ObUIO MPOBEJEeHO paHee (B MOAPOCTKOBOM BO3pacTe, 1O 6epeMEeHHOCTU U T.nO.) U



ObUT TONTyYEH ITOJIOKUTENbHBI OTBET, TO3BOJSIONINI PACHIPUTD TUETY SKeHIIMHBI ¢ T'DA,
rperapaT Ha3HAYaeTcsl el B Mepuoj IperpaBUAApPHON TMOATOTOBKM (3a 2-3 Mecsla [0
iaHupyemoro 3auatusi). [locie HacTyruieHus: 6epeMeHHOCTY TIPUEM TIperaparta IMpPOI0oJIKAeTCs
IO POIOB, C KOpPEKIIMei f03bl IEKAPCTBEHHOTO Ipernapata [26, 54].

Medukamenmo3nass mepanus npu BH4-dejuyumneix cocmosiHusx ¢ I'PA sensemcs
namozeHemuueckoli u HazHauaemcs nocjie ycmaxoeaeHus 0uazHo3a 6 o0s3amenbHOM Nopsaoke
6e3 npoeedeHus mecmuposaHus. HauvanbHasi [o3a camponTepuHa™* y  OONbHBIX C
HeI0CTaTOUYHOCThI0 BH4 cocTapiiser oT 2 A0 5 MI/KT Macchl Tejia Ipu mnpuemMe 1 pas B geHb. IIpu
HeOoOXOIMMOCTH [103a CATIPOIITepMHA™ MOKET ObITh yBenuueHa m0 20 MI/KT MaccChl Tejla B I€Hb,
IIJIST TOCTVDKEHMST ONITMMAJIbHOTO TeparneBTNYeckoro 3¢ dekra BO3MOXKEH MpKeM Mpenapara 2 -3 B
JleHb.

Ipunosxenne A3.13 UndopmMmupoBaHHOe cornacue Ha NPOBeJeHNe
TECTUPOBAHMS IIPENAPATOM CanponTepuH™™

4, (®HNO0),

nacriopt N2 , BbIJIAH

MpouHGOPMUPOBAH (-a) 0 TOM, UTO TIpernapar canponTtepur™* (CanpontepuHa™* IUTMAPOXIOPIU)

SIBJISIETCSI CUHTETUMYECKMM aHAJIOTOM IIPMPOLHOTO TETPAarugpoOMOIITepHA U SIB/ISIETCSI CPENICTBOM

ISl JTedeHMS] OONBHBIX C HAC/IEACTBEHHBIMM HApYIIeHMSIMM OOMeHa BeIlecTB (HYKHOe

MOYEPKHYTH) — GEeHWIKeTOHYPIUY, TyBCTBUTEIBHON K JIEUEHUIO CAITPONTEPUHOM ™, M HAPYIIeHU

ob6MeHa TeTparuapobuonTepuHa (aTUnuyHasi, KoakTopHas, TeTParupoOUONTePUH-3aBUCUMAasT

dbopma dbenmkeTOHYpUN), KOTOPBIM cTpajsaer MOiA pebeHoK (®U10)
, I.p.

S wHbopMMpoBaH(-a) O TOM, YTO [JIs1 TIOATBEPKAEHUS UYBCTBUTEIBHOCTM K JIEUEHUIO
CarponTepMHOM™*, He0o6XOAMMO TIPOBECTM TECTMPOBAaHMUE, I1IeJbI0 KOTOPOTO  SIBJISIETCS
TOATBEPAUTDb CHIDKEeHME YPOBHS (eHMIanmaHMHa B KPOoBM Ha (DoHe MpuMMeHeHMs carnmporTepyHa™™
B COOTBETCTBMM C UMEIONMMMCS MeKIYHapOAHbIMYU cTaHgapTamu (30% u 6osee).

I mHbopMMpoBaH(-a) O TOM, YTO B CJIyyae TIOATBEPKAEHUS UYBCTBUTETBHOCTU K Teparnmu
CampONITEPMHOM*¥, MaHHOe JieueHue OymeT NpPeJoCTaBIeHO MOeMy peGeHKY TOIbKO IocIe
MMOATBEPXKIEHNS TOCYAaPCTBEHHOTO (PMHAHCYPOBAHMS.

S uHbopMupoBaH(-a) JevamM BpauoM O TOM, UYTO B Ipoliecce MPUMEHEHMs camporTepuHa™™
MOTYT pa3BUBAThCS TO60UHbIE 3(h(PeKThI, Hanboee YaCTHIMM U3 KOTOPBIX SIBSIOTCS

. HesHaunrenbHas TolOBHAs 60/1b

. HacMmopk, 3a/105keHHOCTh HOCa

. Bosb B ropie

. Kamresns

. JKemymouHO-KMIIIEYHbIE PACCTPOTICTBA: IIOHOC, PBOTA, OO B SKUBOTE

. TunogeHniasaHMHEMUST

. MoryT 6bITh ApyTrye mobouHbie 3P heKThbI, 0 KOTOPIX TOKA He U3BECTHO.

S 06s3ytock oGecreynTh MOEMY DPeOEHKY CTaGWIbHYIO OVETy M He BHOCUTb B Hee HUKAKUX
M3MeHeHM1 B TTepyroy, MpoBeLeHNs] TeCTUPOBAHMSI.

51 06s13y10Ch COOBIIIAT JIeyallieMy Bpauy 060 BceX MOG0UHbBIX 3hdeKTax, HesKeaTeTbHbIX IBIEHUIX
M  WU3MEHEHMSIX B COCTOSIHMM MOero pebGeHKa, pasBMBIIMXCS BO BpeMs IIPUMEHEHMS
carpornTepuHa™®,

S nudopmumpoBaH(-a) 0 TOM, UTO s MMeIO MPABO OTKA3aThCS OT JieUeHUs MpernapaTom B JT060e
BpeMsl, 0 ueM 00513YI0Ch yBeZOMUTB Jledalero Bpaya B TeYeHUM CyTOK.

g undopmmpoBaH(-a) O peKOMeHIyeMoOli [03e IIperapata, cxeMe JIeUeHMSI U OXKMIaeMbIX
pesyibpTaTax Tepanyu.

Mos noanuch mog, JaHHBIM COTIacueM O3Ha4vadeT, UYTO TEeKCT JaHHOI'0 COoIyiaCus MpOUYMTaH, B HEM
BCe IMOHATHO, HAa BC€ BOITPOCHI s HOJIY‘H/IJ'I(-&) YOOBJIETBOPUBIINME MEHS OTBETHI, C IIPEeAJIOKEHHbIM



TIJIAHOM JIeUeHUsI COoTaceH(-a).

(4mcno, Mecsl, rof)
3aKOHHBI MTPeJICTaBUTENb (MAaTh/OTeL/APYroil pOACTBEHHUK)

(ToaImch)

(®.1.0)

Jledawminit Bpau (ommuce)

(®.J1.0)

JIITY:

IMpuiokenue A3.14 B3situe 6MomMaTepuaa aJjis MPOBedeHNUS JUArHOCTUKNA
B ISITHAX KPOBU

KpoBb cobupaeTcs Ha CTaHAapTHyl KkapTouky-cdunbTp (N2 903),

KoTOpas npuMeHsieTcsa Aans CKPWUHUHIa HOBOPOXAEHHbIX B =~
Poccuiickoint ®epepaunmn unu aHanormuHyo Ans NoayvYeHus Cyxoro
nsTHa KpoBu. KpoBb MOXeET 6biTb, Kak kKanunnspHas (U3 nansua,

NATKK), Tak U BEHO3Has. BeHO3Has KpoBb cobupaeTcs B Npo6upKy,

AKKYpaTHO NepeMeLlunBaeTca U 3ateM 6bICTDO C NOMOLbK NMUNETKU [T S —— -
HAHOCUTC Ha GUALTP N0 25-50 MKN KPOBM HA  KAKAYIO | . fams css nomsenem npensram kpymn « sbpammat eroporas
BblAENEHHYO obnacTtb. HeO6XO,ClVIMO Xopowo nponutaTtb * Hi achATeC SAARITH, ARONUTIHHOR KPoBuD

BblAeNEHHY obnacte Ha ¢unbTpe (puc. 1). MpeanoyTUTENbHO

cobupaTb 06pa3ubl nocne enbl Yepes 40 MUHYT - 1 yac. Bo3aMOXHO

Taloke OCyLIeCTBUTb 3a60p KPOBM M HaToLlaK.

Ha kapTouke-unbTpe 06513aTeIbHO AO/MKHbI BbiTh YETKO YKasaHbl

®|/|O, KeM U O0TKyAa HanpasneH nauuveHT, AaTta PpoXAeHUA W«

TenedoH nevauero Bpaya (PUCyHokK 2).

Obpasel, cyxoro nsiTHa KPOBW BKNaAblBAETCS B YUCTbI KOHBEPT,
nmbo B uucTbii  dann.  KapTouka-punbTp  He  A0/KHA PucyHok 1. O6pasel nNpaBUNbHOrO HAaHECEHUS KPOBU Ha KapTOuKy-
conpukacaTbCsa C rPsA3HOM MOBEPXHOCTbIO U C obpasuamum Apyrux bunbTp

nauneHToB. Heob6xoanmo NpUNOXNTb K obpasuam —
MH(DOPMUPOBAHHbIE COrNacus MNauMeHTa WM  ero  3aKOHHbIX 'I'"'\‘ rl'""\‘ ‘l \‘ Vo aie " . ¥
npescTaBuTeNei Ha NpoBeAeHVe NabopaTopHbIX UCCeA0BaHWMM H HEA HE H { H { }
Mo Nl M N N
%03 202310 DO000EMWD0T

Mpassimu npu +2 - +25 C*

v 6 0010608
Bara pospesing fara masmas mposm Mloa
10 Bparaa

AT | Topoa | Adgee

E-mad ppaia

Tiabdbin Bpaa

]Yilﬂwnw [ nowne [ Jrowe [Jmncy [Jusetia [Juno-6i-s

[ Cometionst cxpmrmesr. Myrausmm:

PucyHok 2. O6pasel kapToukn-bunbtpa

ANropuTM AeiCTBUIT MEeIUIIMHCKOTO MEePCOHAIa MPY B3SITUU 00Pa3IioB KPOBU

® BBIMBITb PYKU (TUTMEHMYEeCKUii ypOBEHb), HaleTh IIepUaTKy;

¢ BBIMBITh PYKM MalMeHTa (MATKy peGeHKa B CIy4yae, ecyii KpOBb 6epeTcs U3 TISITKN);

* TIpOTepeTh O06MacTb IPOKAJbIBAHUSI CTEPUIbHON candeTkoi, cMouyeHHOi 70% crnmupToM,
IIPOMOKHYTb CYXOii CTepWIbHOI candeTkoii; - MPOKOJIOTh CTEPUIBHBIM OZHOPA30BBIM
cKapupUKaTOpPOM;

e CHSITb II€PBYIO KaIlJII0 KDOBM CTEPUIIbHBIM CYXMM TAMIIOHOM;

e MSITKO HaJlaBUTh JJIs1 IOTTyYeHMsI BTOPOJi KaIljii KPOBH;

* TPUIOKUTD MEPIIEHIUKYISIPHO TeCT-0/aHK K Karjie KPOBU U IMPOIUTATh €r0 KPOBbI0 HACKBO3b;

® QHAJOTMYHBIM 00pa30M HAHECTU Ha TecT-OJaHK 6-8 Karesb, BUJ, MSITeH KPOBU JOKEH ObITh
OJIMHAKOBBIM C 00X CTOPOH.

¢ BBICYIIUTH TECT-OIaHK B TOPM30HTATBHOM IIOJIOKEHUM Ha YMCTOH 06€35KMPeHHO TOBEePXHOCTU
He MeHee 4 4 6e3 IPUMEHEeHUsI TeTUIOBOI 060pabOTKY U MOMafaHus IPSIMbIX COTHEUHBIX JTy4ei;

e YIIakoBaTh TeCT-GJIAHKM B YMUCTbI/i KOHBEPT TakUM 0OOpa3oM, UTOObI TIISITHA KpPOBU He
COIPUKACATINUCD.

Oco6enHOCTY IpU MHGY3MOHHO Tepanuu

HekoTopble TauMeHTbl MOTYT TOAy4YaTb MHQY3MOHHYIO Tepamnuio, repeauMBaHMe KOMIIOHEHTOB
KpOBM, UTO MOXKeT OKa3aTb BJIMSHME Ha pe3yabTaTbl TecToB. Hampumep, mpu mepenuBaHUU
IJIa3Mbl KPOBM MOTYT OBITh IOJyYe€HbI JIOXKHOOTPUIIATEIbHbIE PE3YIbTaThl. PeKOMEHIyeTCs
OCYIIeCTBUTH 3a60p KPOBM AJis aHam3a MetabonntoB 1 JHK-nuarHocTKY He 9 paHee 4yeM vepes



6-7 IHell moCIe TMepeluBaHMs IUIa3Mbl KpoBM UM dYepe3 7-10 mHelt 1ocne IepenMBaHUS
KOMIIOHEHTOB KPOBU

He momyckaetcst 3a60p KpoBu

e Cpasy I1oc/ie MPoBeeH s MalMeHTy MHDY3MOHHO Tepamnin;
e Cpa3sy [owIe 3aMEeHOr0 IePeIMBaHMS KPOBIL.

XpaHeHNe U TPaHCIIOPTUPOBKa OMoMarTepuana

O6p83L[bI BbICYII€HHBIX ITATEH KPOBM MOXXHO XPaHUTH B 0OBIYHOI KaMepe XOJIOOUJIbHMKA IIPpU
+40C [0 OTIIPAaBKMU. CpOK XpaHeHMA 1O MOMEHTA OTIIPAaBKM He IOJ/IKeH IIPEBbIIIATh 7 nHei.
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IIpunoxxeune B. MHdopmarnysa ajis1 nanMeHTOB

Yro Takoe peHMIKeTOHYpUSS?

®enmnketronypus (PKY) — 3To HaciencTBeHHOe 3a00/ieBaHMe, XapaKTepu3yloleecss HapyleHueM
meTabonusma deHwianannHa (DA, He3aMeHMMasi AMUHOKUCIOTA, KOTOPasi He CUHTE3UPYETCsS B
OpraHu3Me, TOCTYMaeT C MUIEel — MPOLYKTAMU XMBOTHOTO IPOUCXOXKIEHUS, B TOM YNCIe C
IPYOHBIM MOJIOKOM M HETCKMMM MOJIOUHBIMM cmecsimu). @KV — 1enas rpymma 3abosmeBaHMii
pasanMyHOi Tskectn. B Poccuu mpuMepHo 1 Ha 7-8 ThICSIY HOBOPOXKIIEHHBIX JeTeil, a Bcero 6osee
200 fmeTeii B TO[I, pOSKIAETCS C ITUM 3a60/1eBaHMEM.

ITpu OTCYTCTBMM CBOEBPEMEHHO IMATHOCTUKY U JieUeHUs 3a60/ieBaHe MPOSIBJISIETCSI 0ObIYHO B
Bo3pacTte 2-6 MecsleB JXM3HM TNpU3HAKAMM TMOPakeHMS LEHTPaJbHOV HEPBHONM CUCTEMBI:
ponuTeneii GeCIOKOAT BSUIOCTb peOeHKa, OTCYTCTBME WHTEpeca K OKPYKalolleMy, WHOTIA
MOBBINIEHHAST PA3PaKUTENTbHOCTh, 6ECTIOKOIICTBO, CPBITMBAHMSI, HAPYIIIeHe MBIIIEYHOTO TOHYCa
(Jaiie MbIllleyHast TUTIOTOHMST), TIPU3HAKYM aTOMMYECKOro JepMaTuTa, 3afep>kka MCUXOMOTOPHOTO
pasBuTHs, MHOrga cygoporu. C BO3pacToM JeTy MMEIOT TsKesoe MopaskeHKe HEePBHOV CUCTeMbl
BIUIOTb [0 YMCTBEHHOI OTCTaJIOCTM U 3nuierncuu. IIpy CBOeBpeMeHHO Ha3HaueHHOM
MaTOreHeTUUECKOM JIeUeHMM JKaI00bl MMEIOT 6oJiee JIeTKU XapaKTep W OTCYTCTBYIOT.

Kak Bpauy 0OHapy>XKMBaIOT, YTO PeOEHOK 6oIeH?

C Uenpl0 paHHElN [OMArHOCTMKY ¥ TPOGWMIAKTUMKM PasBUTUS YKA3aHHBIX CHMIITOMOB BCEM
HOBOPOKIEHHBIM ITPOBOIMUTCS HEOHATATbHBIM CKPMHUHT B POAUIBHOM JOME Ha 3-7 meHb JKU3HMU.

Pe3yibTaThl JaHHOTO 06C/IeIOBaHMST COOBIITAIOTCS poonuTessaM 110 TEJIE(IJOHY.

Ponutenu o06s13aHbBI BHMMATEIbHO OTHECTUCh K TIONYYEHHOM U3 I[eHTpa HEeOHaTaJbHOTO
CKpUMHMHTAa MHGOPMaNuM M HEMEIJIEHHO SBUTHCS Ha MPUEM K Bpauy U/WJIN CBSI3aThCSI C HUM 10
TenedoHy, 1aske ec/iu y pebeHKa OTCYTCTBYIOT KIMHUYECKEe CUMIITOMBI. PellieHre 0 HAa3HAYEHUN U
XapakTepe IMeTOoTepanuy MpMHMMAeT Bpad.

Kakue ripo6/ieMbl BbI3bIBaeT QEeHMIKETOHYpUs?

Iuia, KOTOPYIO Mbl €IMM, COAEPKUT GeNKM, COCTOSIIME U3 OTHENbHBIX aMUHOKUCIOT. I[Ipu
(heHMTKeTOHYPUM OfHA M3 OSTUX aMMHOKMCIOT, KOTOpas HasbiBaeTcs (eHwIaJaHMH, He
YCBaMBAaeTCsl OPTaHM3MOM OOBIUYHBIM 00pa3oM. 3-3a 3Toro ®A HaKaIIMBaeTCsl B KPOBU pebeHKa.
Be3 yleyeHnss 3TO MPMBOOMUT HAPYLIEHUIO Pa3BUTUS Mo3ra. HO 3TO MOKHO MpemyrpeanThb, ecin
YMEHbIIUTh KOJIMUECTBO Oejika B muiie. Takum 06pa3oM, Baiil peGeHOK HyKIaeTcsl B CIielaabHOM
HU3KO6EIKOBOII JueTe.

IveTa, C OMHOI CTOPOHBI, OOJKHA cofepkaTh Majo DA, HO, C JPYroii CTOPOHbBI, OBITH
cbasaHCUPOBAHHOM [JIsT o6ecrieueHnsl pocTa ¥ pasBUTHMS Masiblilia. Ball Bpau-reHeTuK MOMOKET
JIyyilie TIOHSTh CUTYyalIio, YTO6bI OHa Oblja sSICHa BaM MOMHOCTbIO.

Yro menats poguTensim?

3a UCK/IIUYeHMeM JAneTbl, OTHOCUTECHh K p€6€HK'y KaK K 300pOBOMY, HE CTapaV[Ter 136BITOYHO
OIleKaTb ero.

[lvieta TOHAUalmy KaXeTCsl CJIOXHONM, HO BpauM-TeHETUMKM WM [OUEeTOJIOTM OKaxyT Bam
MaKCUMMAaTbHYIO TOAIEPKKY ¥ IOMOIIb, BCETIa, KOTa Bol 6ymeTe B Helt HYsKIaThCS.

Byaet nmu peGeHOK HOPMaJIbHO PACTU M Pa3BUBATHCS?

s Bcex meteit ¢ @KV, KOTOpble CBOEBpeMEHHO Havaau jeueHue, orBeT oaud — JA! Ecnu neuenne
Baiirero pe6eHka IMpoOBOAUTCS IIOCTOSTHHO, pe6eHOK PacTeT M Pa3BMUBAETCS HOPMaJIbHO.

Ho, ecnu KOHTpOIb 3a COGIIOMEHMEM AMEeThl HeJOCTATOUHBIN, 3TO MOKET BbI3BAaTh MPOGIEMbI
oOyuyeHUST U MOBefeHUsT pebeHka. Pe6eHOK He CMOXET AOOUTHCS TeX YCIIEXOB, KOTOPBIX OH ObI
IOCTUT TIPY TIATEILHOM COOIONEeHUN IUETHI.

9TOo NoKM3HeHHas guera?

B HacTosiIee BpeMst CUMTAETCS, YTO Haubosiee 6I1aronpusiTHO MOKM3HEHHOE COOJIOEHE TUETHI.
JKecTkoe cobmomeHne aueTbl Heo6XoaMMo y skeHIIuH ¢ @KY HerocpeACcTBEeHHO Mepes 1 BO BpeMs
6epeMeHHOCTY ISl TPenyIpeskaeHsT PasBUTHS TIOPOKOB IIIofAa. JyeTorepanus, OCHOBaHHAsT Ha



pe3koM orpaHmueHuu PA B pamyoHe GONMBHBIX HeTell 3a CUeT MCKIIUEHMUS BBICOKOOETKOBBIX
MPONYKTOB, IO/KHA OBITh HAauaTa He I[O03[Hee IepBbIX Hemenb JXMU3HUM pebGeHKa C IIeTbio
IOCTVDKEHUSI MaKCUMAabHOM 3(dekTuBHOCTM JeueHus. HemgocTarolnee KOMMYECTBO Geka
BOCITOTHSIETCSI 3@ CUeT CIelyaan3yPOBAHHbIX Je4eOHBIX MPOAYKTOB, YaCTUYHO JUIU ITOTHOCTHIO
nuiieHHbIX QA [23].

HasHaueHne MaTOreHETUYECKOM OMeToTepanuyu C TepBbIX AHel Xu3HM pebeHKka OIpefesser
6J1aTOTIPUSITHBIN IIPOTHO3 TeUueHMsT QEeHUITKETOHYPUA.

OcHOBHBIE IPUMHLIUIBI JyieTsl IIpu @KV,

O6bIuHOE TMMTaHMe, pacCUYMTAaHHOE Ha 3M0POBOTO peGEHKa, COOEPKUT Topasmo Goblie
(dbeHmmaNaHMHa, YeM MOXET YCBOUTh pebeHOK ¢ OKV. Takum 06pa3om, JiedeHre COCTOUT B UETE,
cozmepskaiieil pPOBHO CTOMbKO (eHWIaTaHMHA, CKOJMBKO HEOOXOmMMO [Jisi pOCTa U DPa3BUTUS
pe6EHKa.

Msico, pwiba, cblp, siilla, Opexy, MOJIOKO, COs 6GoraTtbl OeJKOM ¥, TaKMM 00pa3oM, He MOTYT
JCIIOIb30BAThCS B AyeTe. [[pyrye MpomyKThl, COAepsKalliyie MeHbIIee KOIMUeCcTBO 0eka, Takyue Kak
Kaprodenb M 37aKM, OAIOTCS B TAKOM KOJIMUYECTBE, YTOObI YPOBEHb (eHwIajlaHuHa, KOTOPBIi
IOJDKEH PeTylsSIpHO TPOBEPSITbCS, OCTaBaiCcsl B Ge30MacHbIX Mpenenax. [IpuemM 3TUX MpOIYKTOB
IO/DKeH GbITh PaBHOMEPHO paciipefmesieH B TeueHue [IHs. PaspelleHHOe KOIMYeCTBO KaskIoro
MIPOAYKTa CO BpeMeHeM MOKET MEeHSIThCS [aske Y OMHOro pebeHKa.

BonbIIMHCTBO (PPYKTOB, MOUTH BCE OBOIIM, B TOM UMC/I€e JMCTOBbIe, caxap, BapeHbsl, CUPOIIbI U
SKMPBI, TaKMe KaK CJIMBOYHOE Macjio, CBMHOE CaJio, PaCTUTEIbHOE MAacio, MOTYT MCITOJb30BaThCSI
OTHOCUTENILHO CBOGOAHO. Kpome TOro, CyIIeCTBYIOT CHeIMaibHO paspaboTaHHble U
MPOVU3BOAVIMbIE TTPOMBINIJIEHHBIM 06pa30M IPOAYKThI MUTAHUS s AeTeit ¢ ®KY, comepskaiine
Masio 6enka. K HUM OTHOCSITCSI CIieliMaibHbINi Xe6, MakapoHHbIe U3/Iesusl, eueHbe 1 Badmu, puc,
MOJIOKO ¥ IpyTYe U3AeNsl, KOTOPble MOXHO MCIIOb30BaTh JOCTATOUHO CBOOOIHO JIJISI TOTO, UTOOBI
pasHoO6GpasuUTh MUTaHME Masblllia. Bbl MOXXeTe TOTOBUTh MX OOBIYHBIM CIIOCOG0M (KapuTh,
BapUTb, I1€Yb U T.]I.), OOABJISISI TPABBI U CITELIVY 10 BKYCY.

BbIcOKOGETKOBbIE TTPOAYKTHI, TaKMe KaK MsCO, pbiba, ChIp, Siilla, KOTOpble HEe MOXET ecTh Bari
pebeHOK, 3aMEeHSIIOTCS CIelManibHO aMMHOKMCIOTHON CMeChlo, B KOTOPOJi OTCYTCTBYET
dbeHnnanaHuH. ITU 3aMeHUTeNM OenKa YIoTpeOsioTcs B BMIe HANMTKOB WIM TacT, a y 6onee
CTapuIMX JAeTeii MOTYT ObIThb B dopMe TabGIeTOK. DTU CMEeCH BBIOAIOTCS IO PELENTy Bpaua U
obecrieunBalOT pebeHKa «be30MacHbIM» OeNKOM MJiT ero pocTa M DPasBUTUSI. Bpauy-reHeTUK
MoIpO6HO paccKaxkeT Bam, Kak MPaBUIbHO TOTOBUTH U IIPUHUMATD TAKYIO CMECH.

3aMeHuTeny 6eKa — KpajiHe BaykHast yacThb AveTbl mpy OKY. OHM 1a0TCsS B HECKOJIBKO MPUEMOB B
TedyeHye JHS. DTO IIOMOTraeT yaepskaTh ypoBeHb (peHmIaIaHnHa KPOBY B 6€30TaCHBIX TPAHUIIAX.

B puere peb6EHKa TakkKe BaKHbI MMUHEpaabl M BUTAaMMUHBL. ECIM OHM yKe He BKITIOUEHBI B
3aMeHMTeNnb Oenka, Baml Bpay HAa3HAUMUT HEOOXOAMMbIe KOIMYECTBA OSTUX BEIIeCTB B BUJe
TIOTIOTHUTENIbHBIX N06ABOK K muile. [laBaiiTe pe6eHKY TOJIbKO Te IpernapaThl, KOTOpble Ha3HAUUT
Bpau!

ITpu kKakux popmax ®KY BoO3MOKHA MeIMKAMEHTO3Has Tepanmsa?

Ina Hekotopbix Gopm @KV paspaboraHa MeauMKaMeHTO3Hast Tepanus. DPGEeKTUBHOCTD
JIeKapCTBEHHOTI'O IIperapara OIpeiessieTcs C TOMOILbI0 TeCTUPOBaHMS.

TecTupoBaHMe TTPOBOANUT, KOHTPOJUPYET U OLIEHUBAET Bpay, KOTOPbIi OCYIIECTBISIET JieueHue u
HabmogeHne mauueHToB ¢ @®KY. [lng 6Gosee TIIATETHHOTO KOHTPOJSI TECT IelecoobpasHo
MPOBOAUTL B CTAlMOHApe, BO3MOXKHO [JHEBHOIO IIPEObIBAHMS, IPM CTPOTOM COOBIIOHEHUNU
MaIMeHTOM peKOMeHIaluii Bpaya I10 IIPOBEeIEeHMIO TeCTa — aMOyIaTOPHO.

Iepen IpoBeleHEM TECTUPOBAHMS OYeHb BAKHO CTAOMIM3MPOBATh CofepskaHue GeHmIagaHnHa
B KPOBM IyTeM COOJIOJEHNMsI HeM3MEHHOTO MUIIEeBOro paloHa B TeueHue 4-5 mHeil 10 Havaia
TecTa U B MEePUOJ, TECTUPOBAHMS IJIST MCKIIIOUEHMS BIAUSHUS OMeThl Ha KoJeOGaHusT KOHIeHTpaIUn
®A B KpoBu. Ilocsie TMOMydYeHMST TOJOKUTEIBHOTO pe3yabTaTa TeCTUPOBAHUSI HEOOXOOMMO
MOJITBEPAUTH €T0 B Xo[e 6osee AJTUTETbHOrO HAGTIOAeHNS.

IMoBbIllIEHNE TOJEPAHTHOCTU K muiieBoMmy @A Ha ¢GoHe mpueMa CUMHTETMYEeCKuX aHajoroB BH4
SIBJISIeTCSl TIOKa3aHueM JJIsl pacIiMpeHus] OUeThl, MpU 3TOM KOHUeHTpanus PA He [OIKHA
MpeBbIaTh 6 Mr/mi. [Ipy KOMOMHMPOBAHHOM MCIIOAb30BaHUM TUIIO(EHUIaTaHMHOBO! OMeThl U
CUHTEeTUYecKoro  aHajora BH4  KOHTpoimb 32  XMMMYECKMM  COCTAaBOM  JIMETHI,



AHTPOIIOMETPUYECKMU U 6MOXMMUYECKUMU TTOKA3aTeISIMU HYTPUTUBHOIO CTAaTyCa IalMeHTa,
DA KpPOBU OOJI>KHBI GBITh CUCTEMATUUECKIM.

IManyeHTsl, MOMyYAMOILIe CUHTETUYEeCKuit aHamor BH4 TpeOGyIOT THIATEILHOTO KOHTPOJS 3a
COCTOSTHMEM UX HYTPUTUBHOIO CTATyCa U IPYTMMM ITOKA3aTeISIMU 30,0POBbSI.

YT0o6bI JieueHre 66110 3QHEKTUBHBIM, POAUTENN U UJI€HbI CEMEIi, Te ecTh MnaiueHTsl ¢ PKY, camu
MaleHThl JO/DKHBI ObITh B TECHOM KOHTAaKTe CO CBOMM JIeUAIlIM BpauOM M BBIMIOJHSTH BCE €ro
Ha3HaueHus!

Kaxk 3T0 KOCHeTCsI ApYyrux JeTeli B Halleli cembe?

VUuUTbIBAs AyTOCOMHO-PEIeCCUBHBIN TUI HACAeIOBaHMs, MaTh U OTell OOJbHOTO pebeHKa
SIBJISIIOTCSI HOCUTENISIMM GOJIe3HU, XOTSI OHM COBEPIIEHHO 3[0POBbI. I[Ipy Kaxkmoii 6epeMeHHOCTH
PUCK POAMUTH GONBHOTO peGeHKa cocTaBiseT 1 maHC U3 4, TO eCTh JOCTATOUHO BBICOKUI PUCK
ITOBTOPHOT'O POXKIEHMUS B ceMbe 6OJbHOro pebeHka. IT03TOMY MOKa3aHO MeIUKO-TeHEeTUUYeCKoe
KOHCY/IbTMPOBaHMe, YTOObI IIOMOYb CEMbE POIUTH 3O0POBOTO pebGeHKa. Takke MeauKo-
reHeTYeckoe KOHCYJIbTMPOBaHME HeoOxomumo BceM mamyeHTamM ¢ OKY penpogyKTUBHOTO
BO3pacra.

B3pocneim nanyenTtam ¢ KV (He3aBucuMoO OT I1071a) C/IeflyeT 3HaTh, YTO €C/IM Y UX NTapTHepa HeT
myTaiuit B reHe @AI, To B JaHHOM Opake Bce HNeTU OYAyT TOJBKO HOCUTENSIMU, U GONe3Hb He
TMOBIMSET Ha UX 310poBbe. C IPyroii CTOPOHBI, eciv  napTHep naiueHTa ¢ OKY umeer myTauuio B
reHe @AT, To 50% ux meTeit MOTYT cTpagaTh GeHUIKeTOHypueii. Ecii o6a pomuTesns SIBJISIIOTCS
nanyentamu ¢ @KV, To Bce UX JeTU Takke OYAyT MMeTh JaHHOe 3a6ojieBaHMe U ITOJIKHbI OYmyT
MOAy4YyaThb OAVMHAKOBOE C pOAUTENIMM JjedyeHMue. JKeHIIMHaM penpomyKTMBHOIO BO3pacra C
YCTAHOBJIEHHBIM paHee AuarHo3oMm ®KY pekomeHAyeTcs 3apaHee IJIAHMPOBATh OepeMEHHOCTD,
peABapuUTeIbHO MPOKOHCYIbTUPOBATHCS Y TMHEKOJOra UM TeHEeTMKAa UM CTPOTO BBIMIOMHATH UX
HasHaueHus. DTU Mepbl HEOOXOOMMBI [JIsSi CHMKEHUS] PUCKA POXKAEHUS Y SKeHIMH ¢ DKV
MJIaZeHIleB C PasIUYHBbIMM BPOXKIEHHBIMU IIOPOKaMM Da3BUTUSI (CMHAPOMOM <«MaTepPUHCKOM
OKV»).

IMamaTka GyaymmMmM MaMaM C AMArHo30M «(heHMIKeTOHYPHUSI» a TaK)Ke POAUTENSIM JeBOYEeK
¢ peHMIIKETOHYPHETA.

JTO Ba’KHO 3HATh!

HyskKHO MMTOMHMTD, UTO TOC/Ie OKOHUYAHMS CITeaaM3MPOBaHHOrO JiedeHusT y Bac B KpOBU OCTaeTcst
BBICOKOe cofiepykaHue (eHWIamaHuHa U ero nMpou3BoAHbix. Ha Bamr opraHusm 3To He OKa3bIBaeT
BpemHOro Bo3geiicTBus. Ho ecmm Bbl cobupaeTech CTaTh MaTepblo, TO BBICOKMIT YPOBEHb
(dbeHmaNaHHa y Bac B KPOBM OCTAHOBUTCSI «IPO3HBIM BparoM» Baiero 6ymyiiero pe6eHka.
ToBbIIIEHHDbI/T YPOBEeHb (eHWTaJaHMHA B KPOBM GepeMeHHO! >KeHIIWMHbI, cTpagawomieii ®KY,
BBbI3BIBAET Y IIIO/IA TSKEJIbIe TTOPOKM Pa3BUTHMS CEPAEUHO COCYIMUCTOI CUCTEMbI, TOIOBHOTO MO3Ta,
3ae€PKKY (DU3MYECKOTO pPA3BUTHUS, MHTEIEKTYaIbHOTO pas3BUTHSI, SIMIEICHIO. BbicoKas
KOHIIeHTpauus GeHmIaJaHHa M ero POM3BOJHBIX B KPOBM BO BpeMs 6€peMEeHHOCTH SIBJISIETCS
«SIIOM» JIJIST Pa3BUBAIOIIEr0 OPraHK3Ma MaJibliia.

YTO HY)KHO CIEe/IaTh, YTOOBI IPEJOTBPATUTH POXKAEHME GOTHHOTO pedeHKa:

1. TloceTUTh MeIMKO-TeHeTUUECKYIO KOHCY/IbTALIMIO ITPYU TJIaHUpOoBaHUYM 6epemeHHocTH. Ecin Bam
He BbinonHsIM [HK-nmuarHoctuky, ciepgyet nposectu HHK-gmarHoctuky Bam m Bamemy
TapTHepY.

2. BcraTh Ha yY€T B MeIMKO-T€HETUUYECKOl KOHCYIbTAIlMM M HAYATh JeueHue 3a 2-3 mecsia 1o
IJIAHUPYyeMO¥ 6epeMeHHOCTU. B 9TOT mepuop mepeiiTy Ha CTPOTyH ruiodeHMIaIaHMHOBYIO
IMeTy ¢ TpUMEHEHMEM  CHelMaJTM3MPOBAHHOTO  IMPOAYKTA  JIeueGHOro  MUTAHMUS
(aMMHOKMCIIOTHASI CMECh ¢ HU3KUM 3HaueHueM PA). YpoBeHb GeHMITAIaHMHA B KPOBY HA 3TOM
JTarie He JO/KeH mpeBbilaTh 360 MKMOJIb/JT (6 MT/IJ1).

3.Tloce HacTyrieHUs1 6epeMeHHOCTM YpOBeHb (heHWIajaHMHA B KPOBM JOJIKEH OCTaBaThCsS B
npepenax 120- 240 mMxMmonb/n (2-4 mr/mm). Jo 12 Henmenb GepeMeHHOCTM KOHTPOJIb YPOBHSI
(enmnanaHMHa TOJKEH MTPOBOAUTCS HE peke OAMH pa3 B Hepeo. [Tocie 12 Hemenb- He pexke 1
pa3 B 2 Hemenyu. Bpau MeIuKO-TreHeTUYECKOV KOHCYIbTAllMM COCTABUT ONTUMAJbHBINA PaCYET
CTIeMaaM3UPOBAHHO IMEThI U TO3bI CITEIMATM3MPOBAHHOTO MTPOAYKTA JIeUeGHOTO MATAHMS.

TonmbKO COOGMIOAEHME BBINIEYKA3aHHBIX MEICTBMIA, TOCTOSIHHOE HAOIIoeHe Bpaya MeIVKO-
reHeTUYeCcKoi KOHCYIbTAIVY, TJIAHOBBINI KOHTPOIb YPOBHST (eHWIaJaHMHA B KPOBU TO3BOJIUT
136ekaTh Cepbe3HbIX OCTOKHEHMI pa3sBUTHS Baiiiero pe6eHka.

YacToTa IIpoBeeHns 06caeqoBaHNsA y mManyueHToB ¢ DA



[TepBuyHas AuarHoCTUKa

KoHcynbTauum Bpauen,
TECTUp nTep

ﬂaGOPaTOPHbIe U  WHCTPYMEHTaJ/ibHbleé WuccnefaoBaHusn,

KomMmeHTapmit

MoeTopHOe onpeseneHune coaepxanns ®A B nepubepuyeckoin KpoBU HOBOPOXKAEHHbIM AETAM
C MoBblLWEHHBbIM YpoBHEM DA no pesynbTaTaM NeEpPBUYHOro TecTa

He nosgHee 3 Heaenb OT MNEPBUYHO
NONOXUTENbHOro pesysibTata

MOHEKYHRDHO-I’EHETMHECKOE TectMpoBaHue ANs YTOYHEHUsA C')OprI 3aboneBaHus

B MepBblii oA
ZnarHosa

nocne NOCTaHOBKMK

MpoBeAeH Harpy3o4HbIii TECT C CUHTETUYECKUM aHanoroM BH4 (B TeyeHue He MeHee 48-
4acoB) MauMeHTaM cTaple roga C MyTauusmMu B reHe PAH, KOTOpble acCOUMMPOBaHbl C
YYBCTBUTENBHOCTbIO K BH4

no nokasaHuam

MccneposaHue o6Liero aHannsa KpoBu AN OLEHKM OCHOBHbIX NapaMeTpoB KPOBETBOPEHUs

B nepsble 6 MecaLeB

WccnepoBaHue obLiero aHannsa MoUu C LEenblo BbiBNEHUS AncMeTabonnyeckomn HedJDOI'IaTVIVI

B nepsble 6 MecaLeB

WccnenosaHne  BGMOXMMWUYECKOrO  aHanvsa KpoBM  oblieTepaneBTUyeckoro(coaepxaHue
rnoko3bl, obuwero 6enka, 6enkoBbix dpakumii, obwero 6unupybuHa, Xonectepuxa,
TPUrNMLEPUAOB, NIMMOMNPOTENAOB HU3KOW M BbLICOKOW MIIOTHOCTM,  LIENOYHOWN docdaTassbl,
KpeaTUHWHa, MOYEBWHbI, anaHuHamuHoTpaHcdepasbl (AJIT), acnapTaTaMMHOTpaHchepasbl
(ACT), kanbums 0o6LWEro U MOHU3UMPOBAHHOIO, HaTpWUsA, Kanus, HeopraHuyeckoro cdocdopa,
xenesa, peppuTtuHa) C Lenblo oueHKkN 6anaHca BaXHeNWnX HYTPUEHTOB Npu AvetoTepanuu,
OLEHKM KanbLneso-GochopHOro o6MeHa, OLEHKN COCTOAHMUSA NOYEK U NEeYEHU

B nepsble 6 MecsLeB

WccnepoBaHne 6uMoXmMMUYeckoro aHanumsa Mouu (docdaTtbl, okcanatel, ypaTbl) C LUesbio
OLIEHKMN COCTOSIHUSA MOYeK, BbISBAEHUS AUCMeTaboMyeckoi HedponaTuu, KaibLmnypum

B nepsble 6 mecaues

MpoBefeHa TaHAeMHas Macc-CnekTpoMeTpusa nauuneHTam ¢ T®A c uenbio onpeaeneHus
COOTHOLIEHNA ¢eHMﬂaﬂaHMHa/TMDO3VIHa

B NepBbIit roa

OocCyliecTB/ieHMe KOHTPONA 3a afleKBaTHOCTbIO ee I'IDOBe,CleHMR)

MCCI‘IE,C[OBBHMG coAepXaHusa NTEPUHOB B MOo4ye He no3aHee 3 Heaenb OT NEepBUYHO
NONOXUTENbHOro pesysibTata

12-kaHanbHas 3Kl Ans BbiSBNEHUS ANCMETaboNMYECKUX HapyLeHWi B M1okapae B nepsble 6 MecaLeB

Ixokapavorpadus npu n3MeHeHusx Ha IKI Mo nokasaHusm

MposeaeHo 331 1 33M-MOHWUTOPWMHI nNauueHTaM co Bcemu dopmamn DA npu Hanuuum Mo nokasaHuam

HeBpOJ‘IOI’MHeCKOﬁ CMMNTOMATUKN

Y3 opraHoB 6pioLLIHOM MOMOCTY W MOYEK AJisi BbiIBNEHWUs AucMeTabonnyeckux Hedbponatui, B nepBble 6 MecsLeB

HedpoKanbLMHO3a, U3MEHEHUIT CO CTOPOHbI MEYEHN 1 NOAXKENyA0UHON XKenesbl

KoHcynbTauusi Bpava-reHeTMka rnepBuuYHas (Ha3HauyeHMe W Koppekuus AueToTepanuu, | He mnosaHee 3 HeJeNlb OT MePBUYHO

MONOXUTENbHOro pesysibTata

KoHcynbTauus Bpaya-aneTosiora Ans aHanmsa u Koppekuun avetotepanuu (NepBuyHo)

He nosaHee 3 Hefenb OT POXAEHUS

KOHCYI'IbTaLLVIiI BPE]‘—IB-I'IE,C[ME]TPB ANS OUeHKM obLlero cocTosaHus 340pOBbsA U onpeaeneHnsa
TaKTUKW AafibHEULWEN Tepanun

B nepsble 6 mecaues

KoHcynbTaumsa Bpava-Kapauosnora M Kapanonornyeckoe o6cne.u,oaaHme, ANA CBOEBPEMEHHOIO
BbISIBNEHNUSA U/Unn MOHUTOPUHIra KapAnonorm4ecknux UsMeHeHnmn

B nepsble 6 Mecales

KOHCYI'IbTaLLl/IFI Bpaya-HeBpoJsiora ANnsi CBOEBPEMEHHOro BbISABNEHUSA I/I/I/IJ'II/I MOHUTOPUHIa
HEBPOJSIOrNYECKNX W3MeHeHui

B Nepsble 6 MecsiLeB

OcmoTp Bpa4oM-ohTanbMonoroM,
(odbTanbmockonuu)

BKMtOYaOWMN  obCneaoBaHue  rnasHoro  AHa

B nepsble 6 mecaues

KoHcynbTaumsa Bpayva-ncuxmatpa nauuMeHTaM C YyCTaHOBJIEHHbIM AnarHo3oM MDA Ans OueHKH
ncuxuaTpuyeckoro cratyca

no NnoKasaHuaMm

nospexaenune LIHC

KOHCyI‘IbTaLLl/Iﬂ MeAMUMHCKOro ncuxonora c OLleHKOﬁ WHTEeNnnekKkTa n Apyrux BUAOB Nno NoKa3aHusaM

ncuxmyeckom AesATeNbHOCTU, UCMOJIb3Ysl COOTBETCTBYOLWME NPOrpaMMbl U TECTbI

HasHauyeHue neyeHus KomMmeHTapmit

HasHaueHne [ueToTepanun MOCNe YCTaHOBMIEHUS AMarHosa, 4ToObl MpeaoTBpaTUTb | Kak MOXHO paHblie (A0 3-X Heaenb

KU3HW)

HasHaueHne cuHTeTMYeckoro awHanoraBH4 naumeHtam c BHs-peduumtHoi A, ¢ OAr-
AednunTHON MDA, YyBCTBUTENBHOWM K CMHTETMYeCKOMY aHanory BH4 c uenbio npeaoTepatutb
TAXKENbIX HEBPONOrMYECKUX HapYLIEHWA.

nocne MosIOKUTENIbHOMO TeCTUPOBaHUSA
CUHTETUYECKMM aHanorom BH4

HasHaueHue AONaMUHEPrnyeckux npenapaTos, NpealecTBeHHUKOB CEPOTOHNHA

B KOMM/IEKCHOM JIEYEHUM MaLMUEHTOB C
BH4 - peduumntHoi FOA

HasHauyeHue npenapaToB Kanbuua U ButamuHa D u ero aHanoros

Npu Hannymn ocTteoneHnn

HasHaueHvie npenapaToB TPEXBANIEHTHOIO Xenesa

npu
aHeMun

Hanuuun xenesoaedeLnTHON

HasHaueHue NPOTUBO3MUAENTUYECKMUX NpenapaTos

Npv HanU4ynn Cya0poXXHOro CMHApOMa

JuHaMmmn4yeckoe Ha6mogeHue gerei ¢ 'OA

KoHcynbTaumm Bpauvei, nabopatopHbie U
VHCTPYMEHTaNbHbIE nuccnepoBaHus,
TecTup nT

Mnagwe 12 ner

12-18 ner

Ananus kposu Ha ®A (yTpoM HaToLlak) B BO3pacTte A0 3-X MecsiueB - 1 pa3 B
Hegenio (A0  MOMyYeHWUs  CTabUbHbIX

pe3synbTaTtoB) v aanee 1 pa3s B 10 gHen;

c 1 roga go 6 ner - He pexe 1-2 pasa B
mecsl;

Cc 7 neT u ctapwe - He pexe 1 pasa B 3
mecsua

He pexe 1 pasa B 3 mecaua

AHanu3  KpoBM naumeHtam ¢ [OA ¢
MakcUMasbHbIM 3HayeHueMm ypoBHs O®A Ha
NPOTSXKEHUN  ANUTENBHOIO  Nepuoaa 360
MKMMONb/n (6 mr/an)

He pexe 1 pasa B mecsy

Mo nokasaHuam

ViccnepoBaHne obliero aHanusa Kposu Ans
OLIEHKN OCHOBHbIX MapaMeTpoB KPOBETBOPEHUS

He pexe 1 pasa B roa

Wccneposarve o6Lero aHanmsa Moyu C Lenblo

He pexe 1 pasa B roa
BbISIB/IEHUS AUCMeTabonnyeckon Hedponatum

WccneposaHue 6roxmmMmyeckoro aHanusa He pexe 1 pasa B rog




KpoBK obLleTepanesTMyeckoro (coaepxaHue
rnoKo3bl, obuero 6enka, 6enkoBbIX ppakumii,
obuero 6unupybuHa, XonectepuHa,
TPUrMMLEPWAOB, JIUMOMPOTEMAO0B HU3KOW U
BbICOKOW MJIOTHOCTW, LWenoyHow docdaTasbl,
KpeaTWHUHa, MOYEBUHbI,
anaHWHaMMHoTpaHcdepasbl (ANT),
acnaptatamuHoTpaHcdepasbl (ACT), Kkanbuus
06Lero ¥ WMOHW3MPOBAHHOrO, HaTpusi, Kanus,
HeopraHn4yeckoro docdopa, xenesa,
deppuTnHa) C UuUenblo  oueHkn HanaHca
BaXHEMWNX HYTPUEHTOB Npu AueToTepanuu,
OLeHKMN kanbumneso-pochopHoro  obmeHa,
OLIEHKMN COCTOSIHUS MOYEK U MeyeHu

WccnenoBaHmne 6MOXMMUYECKOro aHanmsa Moum
(docdaTbl, okcanaTbl, ypaTbl) C LeNbl OLEHKU
COCTOSIHUSA royek, BbIsIB/IEHUS
AncmeTabonuyeckol HedbponaTum

He pexe 1 pasa B roa

MpoBeneHa TaHAeMHasi Macc-CrnekTpoMeTpus
nauneHtam ¢ [®A c uenbilo onpeaenexHus
COOTHOLEHMS heHnnanaHnHa/TMpos3nHa

He pexe 1 pasa B rog

Sxokapaunorpadus npu nsMeHeHusx Ha K

no NoKasaHuAaM

12-kaHanbHas SKIr ans BbISIBNIEHNSA
ZAncMeTabonMyecknx HapyLieHuii B Muokapae

He pexe 1 pasa B roa

MPT  ronosHoro Mo3ra npu Hanuuum
HeBpOJ‘IOI’MHeCKOﬁ CUMNTOMATUKKN

no NoKasaHuaM

33 ©n  33M-MOHUTOPUHI  NpU  HaAU4unMmn
HEBPOJIOrMYECKOi CUMMNTOMAaTUKMN

npu cTabuibHOM TeyeHun-1 pas B rog, no nokasaHuamM-yaule

Y3W opraHoB GplOLWHON MONOCTU U MoYyek Ans
BbISIBNIEHUS1 AnCMeTabonmyeckmux HedponaTtuid,
He¢p0KaﬂbuMHO3a, W3MEHeHWn Co CTOPOHbI
neyeHn 1 MNoaXeny[o4yHon xenesbl Ha (hoHe
BbICOKO6E/TKOBOW AMEeTbl

He pexe 1 pasa B roa

Wccneposanune MMHepa!‘IbHOH NAOTHOCTU

KOCTHOW  TKaHW -  [EHCUTOMeTpus  Ans
[IMarHoCTUKuM ocTeornoposa " ero
npocdunakTuku

NpoOBOANTCSA AETAM CTaplle 5 net no nokasaHuam

no nokasaHuam

MpoBeaeHve peHTreHorpadumm KWUCTU pyk
[ETSM,  WMEWLWMM  3aAepXKy (U3mMyeckoro
passuTusa n nosioBoro passuTua ans
onpeaeneHnsa KOCTHOro BO3pacTta n
KanbumeBo-dochopHoro obmeHa

Mo NoKasaHuaM

KOHCYI'IbTaLLVIiI Bpaya-reHeTuka (Ha3Haqume
N KOoppekuua AueToTepanun, OcCylecTBeHune
KOHTPO/A 3a aAeKBaTHOCTbIO ee nposeneHwﬂ)

B BO3pacTe 40 1 roga - He pexe 1 pasa B
mecsL;

c 1ropa - He pexe 1 pasa B 3 mecaua

He pexe 1 pasa B 3 Mecaua

KoHcynbTauma Bpava-agverosnora Ans aHanusa
n Koppekuunn anetotepanmmn

He pexe 1 pasa B roa

KOHCyI‘IbTaLLl/ISI Bpayda-neanaTtpa Ansa OUEeHKU
obLlero CoCTosiHUA 3A40pOBbA W OnpeaeneHns
TaKTUKW JanbHenwwen Tepanum

1 pa3 B 6 mecsues

KoHcynbTaumsa Bpaya-Kapauonora n
Kapaunonorn4yeckoe o6cne,u,oBaHv1e, ana
CBOEBpPEMEHHOIo BblAB/IEHNA n/nnn

MOHUTOPUHIa KapAnonorn4yeckmnx N3MeHeHnin

no NoKasaHuAaM

KoHcynbTauus Bpaya-HeBposora ans
CBOEBPEMEHHOro BbISIBNIEHUS n/vnn
MOHWUTOPUHIa HEBPOJSIOrMYECKUX N3MEHEHWI

He pexe 1 pasa B rog

OcmoTp BpayoM-ohTanbMonoroM,
BK/IIOUAIOLWMIA  06CnefoBaHWe [a3Horo JHa
(ocdTanbmMockonum)

He pexe 1 pasa B 3 roga

KoHcynbTaumsa Bpaya-ractposaHTeposiora

Mo NnoKasaHuaMm

KOHCYI'IbTaLLl/ISI Bpaya-ncuxuaTpa AN18 OUEHKK
NCUXmaTpuUyeCcKoro cratyca

no NoKasaHusaM

KoHcynbTauus  Bpaua-dusmoTepanesta Ans
HazHaueHust " nposeseHust
usnoTepaneBTUHECKUX NpoLeayp

no NoKasaHuAaM

KoHcynbTauma MeauumHcKoro ncuxonora ans | O6s3aTenbHO npu oTkase Mo HeobxoAMMOCTM OKasbiBaeTca  Ncuxosnornyeckas
OLEHKM W  KOppeKUMM  MCUXONOormyeckoro | oT AvieToTepanuu, noMolWb MO BOMPOCaM KOMMYHMKauuu B CeMbe W
COCTOSIHMS M OKasaHus  MCUXON0rMyeckon ynoTtpebnernns npoaykTos obuwectee, npodeccMoHanbHOW  OpueHTauuu;  Ans
nomoLuu cneunanmsnpoBaHHoOro NaLWEeHTOB  XKEHCKOro  nosna  AOMOSIHWUTENbHO MO
nuTaHus, a Takxke | BOMpocaMm, CBS3aHHbIM C 6epeMeHHOCTbIO
BbICOKOrO pucka noTtepu
MeTabonnyeckoro
KOHTpONS n nosiHoi
yTpaThbl MEAMNLIMHCKOro
HabnwoaeHus
HasHaueHune neuenHus KommeHTapmit
[AveToTepanus  (C  uUenblo  NpodUNakTMKu MOXWU3HEHHO
nospexaeHunii LULHC n ynydwennsa coumnanbHow
apanTtauun)
Mpuem CUHTETUYECKOro aHasnora BH4 NOXW3HEHHO

nauneHtam c BH4-peduumntHolt TOA, c OAr-
AedUUUTHON FDA, 4YyBCTBUTENbHOM K
CUHTEeTMYeckoMy aHanory BH4 ¢ uenbio
npesoTBPaTUTL  TSHKENbIX  HEBPOSOrMUYECcKUX
HapyLleHuni

HasHaueHne aonaMuHepruyeckux npenapaTos,
NpeAWecTBEHHUKOB  CEPOTOHMHA € Lienbio
KOpPEeKLUW 3KCTpanupammaHoro CMHAPoMa

no NoKasaHuaM

HasHaueHne npenapaTtos KajbLWsi W BATaMUHA
D un ero aHanoros

npu HanM4ynmM oCcTeoneHunn

HasHaueHwne npenapaTtoB TpexBasnieHTHOro
xenesa

npu Hannynn )KeﬂeBO,D,Ed)VILlMTHOI‘;I aHeMuun

HasHaueHue MpOTUBO3NUNENTUYECKUX
npenapaTos

npu HanM4YMKU CyAO0POXHOrO CUHAPOMA

KoHcynbTauus ZeBouek noApoCTKOBOro
BO3pacTa Mo BOMPOCY MIaHUPOBaHUS CEMbU C
Lienblo NpeaynpexaeHns poxaeHns pebeHka c
"MaTepuHcKon OKY"

no nokasaHuam




KOHCyI‘IbTaLLl/IFI XKEeHLWUH no Bonpocy - npu NAaHUpOBaHUU GepeMeHHOCTM
nnaHupoBaHusa cemMmbun C uenb
npesynpexaeHns  poxaeHus  pebeHka C
"MaTepuHcKoin OKY"

KoHcynbTauus nap, nnaxupylowmx | - 0 nokasaHusiM
6epeMeHHOCTb, MpU  YCII0BUM, YTO byAywue
POAUTENUN SIBASIOTCS HOCUTENSIMU MaTOrEHHbIX
BapuaHToB

JuHamMuueckoe HaOMI0IeHe B3POIbIX ManueHToB ¢ DA

KoHcynbTauum Bpauen, na6opaTtopHbie n 18 ner u crapuwe
WHCTPYMEHT ncc TeCcTUpC 7]

Tepanus
MY>KUYMHbI n BepeMeHHble ¢ PAM-geununtHoi FPA
HebepeMeHHble
KEHLLNHbBI

AHanu3 Kposu Ha ®A (YyTpoM HaTollak) 1 pa3 B 3 mMecsua He pexe 1 pa3 B 7 AHeli B I TpuMecTpe
He pexe 1 pas3 B 2 Hegenn BO 2-3
TpuMecTpe

AHanu3 kpoBu naumeHtam c MDA C MakCMManbHbIM 3HavyeHueMm Mo nokasaHuam
ypoBHSt ®A Ha NPOTSHKEHUWU ANUTENLHOro nepuoda 360 MKMONb/
n (6 mr/an)

ViccnepoBanve oblero aHanusa KpoBU AN OLEHKU OCHOBHbIX | He pexe 1 pasa B rog
napameTpoB KpPOBETBOPEHUs!

WccneposaHue OGLBEFO aHanMsa MOo4YMm C Uefnbl BbiABEHUSA He pe)Kelpa3aBl’0,Cl
AvcmeTabonuyeckon Hedponatum

Wccnenosarue 61OXMMUYECKOrO aHanusa KpPOBM | He pexe 1 pasa B rog
obLieTepaneBTUYECKOro (coaepxaHue rniokosbl, obuero 6enka,
6enkoBblX  (pakuuii, obwero 6unupybuHa, XxonectepuHa,
TPUrNULEPUAOB, NNMONPOTEUAOB HU3KOM U BbICOKOK MIOTHOCTH,
LenoYHoM docdaTassbl, KpeaTuHWUHa, MOYEBWHbI,
anaHvHaMmmuHoTpaHcdepasbl (AJIT), acnapTaTaMMHoTpaHcdepasbl
(ACT), Kkanbuusi 06Lero U WMOHW3MPOBAHHOrO, HaTpWsi, Kanwus,
HeopraHuyeckoro ¢ocdopa, xenesa, deppuTMHa) C LUenbl
oLeHkM 6GanaHca BaXHENWWX HYTPUEHTOB Mpu AveToTepanuu,
OLlEHKM KasibLMeBo-hochopHOro 06MeHa, OLEHKW COCTOSIHUS
no4yek v neyeHn

WccneposaHne 6uoxmmuuyeckoro aHanusa Moun  (docdartsl, He pexe 1 pasa B roj
okcanatbl, ypaTbl) C UeNbl0 OLUEHKU COCTOSHUS  Mouek,
BbISIBIEHUS AWCMeTabonnyeckoit HedponaTum, KanbLuypum

MpoBeaeHa TaHAeMHas Macc-cnekTpomeTpus nauneHtam c F'PA c He pexe 1 pa3sa B rog
Liesiblo onpesieieHnsi COOTHOLIEHNS heHunanaHuHa/TMposnHa

I'IposeneHo nccnenoBaHne ypoBHSA TIHOKO3bl U MTUKMPOBAHHOIMO - npwv HacTynaeHnn GepeMeHHOCTM
remornobuHa B KpoBu

a

Wccneposanune YPOBHA FOMOUUCTEMHA B KPOBU C LENBIO OLUEHKU 0 NOKazaHuAaM

pUCKa pasBUTUA CEPAEYHO-COCYAUCTbIX 3aboneBaHui

Ixokapavorpadus npu n3MeHeHusx Ha IKI

a

0 NOKasaHuAaMm

12-kaHanbHas OKI  Ans  BbIABNEHWA  AMCMETaGONMUECKMX
HapyLlleHuii B MMokapae

I

e pexe 1 pasa B roa

MPT ronoBHoro Mo3ra nMpu HaAM4YUW  HEBPONOTMYECKOMN
CUMMNTOMaTUKK

2

0 MOKasaHuam

33 ¥ 33M-MOHUTOPWMHI MPWU  HalMYUW  HEBPOOrUYECKOM
CUMMTOMaTUKN

a

0 NOKasaHuAaM

T

Y3/ opraHoB OplOLWHOW MOMOCTU M MOYeK [ANS BbISBNEHUS
ANCMeTaboIMyecknx HedponaTuit, HedpoKanbuMHo3a,
VN3MEHEHWI CO CTOPOHbI NEYEHW W MOAXENYAOYHOW Xenesbl Ha
doHe BbICOKO6EKOBO ANETbI

e pexe 1 pasa B rog

a

Wccneposanne MMHEpaJ’IbHOﬁ NAOTHOCTU KOCTHOM TKaHW - 0 NOKasaHuAaM
AEHCUTOMETpUA ans AVNarHoCTuKun ocTeonopo3sa n ero

npodunakTukm

MpoBefeHve  peHTreHorpaduu KUCTU PyK AETSM, UMEeLWwUMm
3a4epXxKy ¢JVI3VI‘4€CKOI’O pasBuTUa U NONOBOro pasBuTua And
onpeaeneHns KOCTHOro Bo3pacta M KanbuueBo-(ochopHOro
obmeHa

a

0 MOKasaHuam

MpoBeneHO  AOMNONMHUTENbHOE  3KCMNepTHOoe NbTPasByKoBOE - Ha cpoke 15-16 n
nccneaosaHve nnoga >xeHwwuHam ¢ FOA npu bepemeHHOCTM C 25-26 Hepenb 6epeMeHHOCTH
Lie/blo UCK/IIOUEHSI BPOX/AEHHbIX aHOManuii pasBnuTus nnoga

KoHcynbTauusi Bpava-reHeTka  (HasHauyeHue W Koppekuusi | 1 pa3 B 3 mMecsua He pexe 1 pasa B Mecsil
ZMeToTepanuu, OCyLLEeCTB/IEHWE KOHTPONS 3a afleKBaTHOCTbIO ee
nposeaeHus)

KOHCyI'IbTaLLl/ISI Bpaya-aAueTonora Ana aHanam3a wu  KoppeKkuuu He pexe 1 pasa B rog no NoKa3aHusaMm
AveToTepanuu

KOHCYI'IbTaLLVIﬂ Bpa4da-TepanesTa AN OUEHKU obLiero cocTosiHus 1 pas B 6 mecaues no NoKasaHuaMm
340p0OBbA U OnpefeneHnsa TakTUKU AalbHENULLEN Tepannn

KoHcynbTaumsa Bpaya-Kapaunonora n Kapanonornyeckoe
o6cr|e.u,05aHme, ana CBOEBpPEMEHHOro BblAB/IEHNA n/unmn
MOHUTOPUHIra KapAnonorM4ecknx UsMeHeHun:

a

0 NOKasaHuam

a

Oxokapaunorpadua npu nsMeHeHnsx Ha K 0 MoKasaHuam

I

12-kaHanbHas JDKI  and  BbiSBNEHUS  AUMCMETab0/IMUYEecKUx

e pexe 1 pasa B roa
HapyLeHui B MUoKapae

KoHcynbTaumsa Bpa4ya-HeBposora Ana CBOEBpPEMEHHOro
BbISIBNEHNUSA U/vnn MOHUTOPUHIa HEBPOJTIOTUYECKNX NU3MEHEHUUN

a

0 NOKasaHuam

OcMOTp  BpayoM-0(TasbMOIOroM, BKJ/IKOUAOWWIA 06cneaoBaHmne
rnasHoro AHa (odTanbMOCKONUK) C LENbI BbISIBNEHWUS rNasHou
naTtonornm n HEBPOIOrMYECKOro cratyca

I

e pexe 1 pasa B 3 roaa

KoHcynbTaumsa Bpava-ractpoaHTeposnora

a

0 NOKasaHuAaM

KoHcynbTaumsa Bpaya-ncuxvarpa A5 OUeHKU NCMxunaTpuyeckoro
craTtyca

a

0 NOKasaHuam

KoHcynbTauma Bpadva-dwusmoTepanesTa ANsi  Ha3HayYeHUs w no nokasaHusM (3aboneBaHus CyCTaBOB, paxuT, HapylleHus
nposeaeHns hu3noTepanesTUHeckmnx npoueayp Kanbumneso-hochopHoro obmeHa)

KOHCyI'IbTaLLVIFI MeAUUMHCKOro ncuxosiora Ans OUueHKUn u Mo Heob6xoAMMOCTM OKa3blBAETCA MNCUXONOrMYeckass MoMollb Mo




KoppeKkuun ncuxosnornyeckoro COCTOAHNSA n OKazaHusa BOMpoCaM KOMMYHWKaUuM B CeEMbe U OGLLleCTBe, npocbeccmHaanoﬁ

NCUXonornyeckon nomoLlm OpueHTauuu; ANna nauueHTOB >XXEHCKOro rnosia AOMNONHUTENbHO Mo
BOMpoCaM, CBA3aHHbIM C 6epeMeHHOCTbD

MPT rosioBHOro Mo3ra npu Hanuymn HeBpOﬂOFMHeCKOVI no nokasaHuam

CUMNTOMATUKN

33M-MOHUTOPWHI NPU HAaNVYUN HEBPOJSIOrMYECKOM CUMMTOMATUKN

no NoKasaHusaMm

Y3W opraHoB 6plOWHOMN MOMOCTM W MOYeK ANs BbisiBNEHUS
ANCMETaboIMYECKNX HedponaTuii, HedpoKanbuMHo3a,
M3MEHEHUII CO CTOPOHbI MeYeHU U MOAXKENYAOUHOI Xenesbl Ha
boHe BbICOKOGEIKOBOW AMETbI

1 pa3 B roa

WccnepoBaHne  MuHeEpanbHOW  MIOTHOCTU  KOCTHOW  TKaHW - no nokasaHuam
AEHCUTOMETPUS  ANA  AMAarHoCTMKM  ocTeomnoposa W ero

npodunakTuku

MpoBeaeHne  peHTreHorpaun KUCTU pyK AeTSM, UMeloLuM no nokasaHusm

3a/lepXKy GU3NYECKOro pasBUTWS U MOJIOBOrO pasBUTUS ANs
onpeAeneHnsi KOCTHOrO BoO3pacTa M  KasbLiMeBo-hochopHoro
obmeHa

KoHcynbTaums >KeHWWH Mo BOMPOCY MIAHWPOBaHWUSA CeMbU C
Uenblo npeaynpexaeHns poxaeHus pebeHka € "MaTepUHCKON
DOKY"

npu NaHUpOBaHUM -
6epemMeHHOCTH

KoHcynbTaums nap, nnaHupylowmx 6epeMeHHoCTb, Npy yCIoBum
4TO ByAyLUME POAUTENN SBASIOTCS HOCUTENSMU MyTaLUK

no nokasaHuaMm -

HasHaueHue neueHus KoMMmeHTapuii
[veToTepanus MOXW3HEHHO
HasHaueHne cuHTeTUYeckoro aHanora BH4 nauveHTtam ¢ BH4- MOXW3HEHHO

peduuntHon MDA, ¢ GAr-gedbununTHON MDA, YyBCTBUTENBHOW K
CMHTETUYECKOMY aHanory BHy C Lenblo npefoTBpaTuTb TsXenble
HEBPOOrMYecKne HapyLeHNs.

HasHaueHwne AoNaMUHEpPrn4yecKknx
npeawecTBeHHNKOB CEepOTOHMHa C
3KCTpannpaMmnaHoro cMHapoma

npenaparos,

uenbo Koppekuun

no nokasaHuaMm

HasHauyeHune npenapaTos Kanbuusa U BUTaMUHa D v ero aHanoros

npu Hann4ynm ocTeoneHnm

HasHaueHune npenapaToB TPEXBAJIEHTHOIO XeJie3a

npu Hannynm )Keﬂe30ﬂe¢JELll4THOH aHeMun

HasHaueHne nNpoTMBO3NUAENTUYECKMUX NpenapaTos

npu HaNM4MnM Cya0pOoXXHOro cMHApoMa




IIpunoxenne T.

IMpunoskenue I'l. Knuanueckas kinaccudukanys 'GA B 3aBUCMMOCTH OT
ypoBHS @A B KPOBU [0 JIeUCHUSI

Ha3BaHue Ha pycckoMm si3bike: KnmHnueckast knaccudukanysi TOA B 3aBUCUMOCTY OT YpOBHS DA B
KPOBMU 10 JIEUeH ST

OpurnHasbHOe Ha3BaHMe:

Ucrouynuk: Blau N., Burton B.K., Thony B. et al. Phenylketonuria and BH4 Deficiencies// 1st
edition-Bremen:UNI-MED. 2010. 94P

Twur: mKasaa oLeHKu

HasnaueHne: onpenenenne Gopmbl 3a607eBaHMsI B 3aBUCUMOCTHM OT YPOBHST DA

ConepskaHue:
dopma 3abonesaHns YpoBeHb DA
B CbIBOPOTKE KpOBU**
MKMONb/N mr/an
Nerkas NOA 120-360 2-6
YMepeHHas FTOA 360-1200 6-20
Taxxenaa FTOA >1200 >20

[TpumeuaHue: **- koadduLIKEHT IepecyeTa MKMOJIb/JI B MI/11 paBeH 60 [33].

Kitou: cogepskuTCs B caMo¥i IIKaje



