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Pa3paboTumK KNMHNYECKON peKoMeHaauum

- Accounarys MeIUIIMHCKUX T€HETUKOB

- ABTOHOMHas HEKOMMepuecKass opraHuzanusa ''BocrouHo-EBpomnelickas rpynmna 1o
W3YUYEHUIO CApKOM"

- Coro3 neaunatpoB Poccun

Ono6peno Hayuno-npaktuyeckum CosetoM Munzapasa PO
KnioueBble crnoBa

Cnucok cokpaleHumn

['®A — runepdennnataHIHEMUS

3BYP — 3anepxka BHyTpUYTpPOOHOTO pa3BUTHS

MI'K — Mmeauko-reneTrudecKkas KOHCYJIbTallust

MPT — marauTHO-pe30HaHCHAas TOMOTpadust

V3U — ynbTpa3zByKOBOE HUCCIIECIOBAHUE

OAI" — dhepMmeHT (heHMITaTaHUHTUAPOKCHIIA3A

OKY — dhenunkeronypus

DA — peHmnananuH

O30T — anexTposHIedanorpadus

AJGTPCH (autosomal dominant guanosine triphosphate cyclohydrolase) — ayrocommo-
JOMHHAHTHBINA JeUIUT r'yaHO3UHTpHU(OCchHaT-IUKIOTHAPOIa3bl |

ArGTPCH (autosomal recessive guanosine triphosphate cyclohydrolase) — ayrocommo-
perieccuBHbIN AePUIUT ryaHO3UHTpU]OCchHaT-IUKIOrUAPOIassl |

BH4 (tetrahydrobiopterin) — kodakTop TeTparuapoOHONTEPUH

DHPR (dihydropteridine reductase) — ¢pepMeHT qUrHIpONTEpUANHPEIYKTa3a

GTPCH (guanosine triphosphate cyclohydrolase) - bepmeHT
ryano3uHTpudocharukioruapoaza

OMIM (online mendelian inheritance of man) — snekTponHas 6a3a maHHBIX "MeHIEICBCKOE
Hacje0BaHue y yeloBeka'

PAH (phenylalanine hydroxylase) — ren, koaupyromumii pepMeHT QeHMIaTaHMHTUAPOKCUIA3Y

PCBD  (pterin-4-alpha-carbinolamine  dehydratase) —  <¢epment nTepun-4-anbda-
KapOMHOJaMHUHIETHApaTa3a

PTPS (6-pyruvoyl tetrahydropterin synthase) — depMeHT 6-TUpYBOMI-TETPATHIPOTITEPHH
CUHTa3a
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SR (sepiapterin reductase) — ¢hepMeHT cenuanTepuHpeIyKTa3a

** — mpenapaT BXOJUT B MEPEUYCHb KU3HEHHO HEOOXOJMMBIX M BaKHEUIINX JIEKAPCTBEHHBIX
npemapatoB (Pacmopsbkenue I[lpaButensctBa PO ot 12.10.2019 N 2406-p "OO yrBepKIcHHUH
IIEpEeYHsl J)KU3HEHHO HEOOXOJMMBIX M BaKHEHIIMX JIeKapCTBEHHbIX mpemnaparoB Ha 2020 rox, a
TaK)Ke MepevyHel JIEKapCTBEHHBIX IPENnapaTroB JUIsl MEJUIIMHCKOIO MPUMEHEHUS U MHUHHUMAaJIbHOIO
aCCOPTUMEHTA JIEKapPCTBEHHBIX MIPENapaToB, HEOOXOAUMBIX JUIsl OKa3aHUS MEIULIUHCKON nomomu"

TepMI/IHbI n onpeageneHusA

lNunepdennnananuHeMus: — TpyIa ayToCOMHO-PEIECCUBHBIX 3a00JIeBaHUM, 00YCIOBICHHBIX
HapylIeHHeM oOMeHa He3aMEHUMOW aMHHOKHCIOTHI ()eHWIATaHWHA, MMOCTYHAIONICH B OpraHU3M
YeJIoBeKa ¢ OCIKOBOM MHUIIEH.

"MatepuHckas (eHwIKeToHypus"' — -smOpuoderonarus, pas3BHBalOIIascs Yy IUI0oJa B
pe3ynbTaTe BO3JCHCTBUS TMPOJYKTOB AHOMAJIBHOTO MeTa0oym3Ma OEpEeMEHHOW JKEHIIHUHBI C
(EeHWIKETOHYPUEH TIPU OTCYTCTBHH JTUSTHICCKOTO JICUCHUS.

HeoHnatanpHelii CKPHHMHT — MEIUIIMHCKAs JIHMATHOCTHYECKAsh TEXHOJOTHS CIUIONTHOTO
0€3BBIOOPOYHOTO  JTAOOPATOPHOTO  OOCIEeNOBaHMUSI BCEX HOBOPOXKJIEHHBIX Ha HEKOTOPHIC
3a0oneBaHusi OOMEHa BEIIECTB, MPHU3BAaHHAs OOECIEYNTh CBOEBPEMEHHOE BBISIBJICHHUE M HAdajo
JIeYeHHUsT OOJILHBIX JIETEH C IEITBI0 TPETIOTBPANICHUS HX MHBATHIN3AIINH.

1. KpaTtkasa nHcopmauma

1.1. OnpepneneHne 3aboneBaHUsA UM COCTOSIHUA (rpynnbl 3aboneBaHUN UK
COCTOSIHUN)

lMunepdennnaaHMHEMUN — TPYIIAa ayTOCOMHO-PEIIECCUBHBIX 3a00J1€BaHUi, 00yCIOBICHHBIX
HapylieHneM OOMeHa He3aMEHMMOW aMHHOKHCIOTH ¢eHunananuHa (DA), mocrymaromei B
OpraHu3M 4YesioBeka ¢ 0enkoBoit numieit. [ unepdenmnanannaemun (I'AA) 00beTUHSIIOT HECKOJIBKO
TCHETUYECKH TeTepOreHHbIX (opM HapymieHuit oOMeHa @A, CXOAHBIX M0 KIMHHYECKUM
npu3HaKaM: (GeHUIKETOHYPHUS M HapyIIeHus oOMeHa TeTparuapoounonrepuna |2, 16].

Oenunkeronypuss  (PKY) —  runepdenmnananmnemuss  (I'@A), oOyciaoBiaeHHas
HEJIOCTATOYHOCTBIO  aKTHBHOCTH  (eHmnanaHuHruapokcmwiassl  (DPAI) w  mpuBomsamias K
HaAKOTUICHHIO B opranu3Me @A u nmpoaykroB ero meraboausma [16, 17, 33].

Hapymenuss obmena Tterparuapoouontepuna (BHs-mepumurnas ['dDA) — rereporeHHas
rpynmna ['®A-cocTosiHUM, BBI3BAaHHBIX NEPHUIMTOM OJHOTO U3 (EPMEHTOB, YYACTBYIOIIHUX B LU
OMOXHMHUYECKUX IIpeBpaleHuii retparuapooduonrepuna (BHas) [16, 17, 34, 35].

1.2. JtmmonorMa W nartoreHe3 3aboneBaHUsi WU COCTOSIHMA (rpynnbl
3aboneBaHUN NN COCTOSIHUN)

B HopMe B opraHusMe 4eIOBEKa OCHOBHOE KoyMuecTBO DA yTUIM3UpYETCs IyTeM
IPEBpAIllEHUs] €r0 B THUPO3MH, KOTOPBIH B CBOIO OYepeAb CIYKUT CyOCTpaTOM Ui CHHTE3a
OMOTEeHHBIX aMHUHOB M MeslaHuHA. JIums HeGosbioe koauuecTBo DA Hcmosb3yercs Ui CHHTE3a
6enka. [IpeBpamenue L-pennnananuna B L-tupo3un ocymiectBisercs ¢ nomouisio pepmenta Al

(puc. 1).
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Puc. 1. Peakmuss (1) mnpeoOpazoBanue (eHunamaHuHa B THUPO3UH TMOJ JCHCTBUEM
(dbeHmnanaHMHTUIPOKCHIIa3bl; peakuus (2) — Terparugpoduontepu (B npucyrctsuu Fe2+) mon
neiicteueM  ¢epMeHTa  TUTHAPOOMONTEPUHpPEAYKTa3bl  OKHUCIsSeTcss A0  0oOpa3oBaHuA
JTUTUIPOOHONITEpHUHA.

B ocnoBe nmatorenesza ['®A nexut O10kupoBaHue ruapokcuirpoBanus @A u npeBpaiieHus
€ro B THPO3HH. [IpAMBIM CIIEZICTBUEM ITOTO HapYIICHHS SBJISAIOTCS HakoruieHue @A B opraHu3me u
CHIDKeHHE oOpas3oBaHus THpo3uHa. IIpu BbicOkMX KOHIEHTpauusx A mpoucxoauT akTHUBAIMS
aNbTEPHATUBHBIX TyTeH ero Merabonm3aMa c oOpa3oBaHueM (eHWIUpyBaTa, (eHHIanerara,
(dbeHmakTaTa ¥ JAPYrUX MPOU3BOAHBIX, OKAa3bIBAIOUIUX TOKCHUYECKHH 3(PQeKkT Ha pa3inyHbie
oprausl u TKauu [16, 17].

B HamOonpuieit cTemeHuW CTpamaroT CTPYKTYpHI LeHTpaidbHOM HepBHOW cuctembl (ITHC).
[ToBpexaeHne roI0BHOTO MO3ra cBs3aHo ¢ dhdexramu n30biTka PA: arcbamaHCOM aMUHOKUCIOT
B TKaHAX MO3ra, 00YCIOBIEHHBIM TOPMOKEHHUEM MX BCACBIBAHUS B KEIYJA0YHO-KUIIIEYHOM TPAKTE
WIM HapylleHueM peadcopOIM U3 MOYEUHBbIX KaHAJIBLEB B YCIOBHUSIX M30BITOUHOTO COJEpPKAHUS
DA B XKUAKHX cpelax OpraHu3Ma, HeOOXOJIMMBIX Ul CHHTEe3a Oelka, HapylmieHHeM oOpa3oBaHUs
WM CTaOMIM3AINK MOJTUPUOOCOM, CHUKEHUEM CHHTE3a MUEIMHA, HOpaJpeHaIlHa U CEPOTOHHHA,
UTPAIOIINX HCKIFOYHUTEIILHO BAXKHYIO pOJIb B co3peBannu U pynknuonuposanuu LITHC [14, 16, 17].

@A sBisieTcs KOHKYPEHTHBIM HMHTHOMTOPOM THPO3MHA3bl — KIHOYEBOrO (hepMeHTa CHHTE3a
MeJaHWHA. bjokaza 93TOro MmyTd, HapAay C YMEHBIIEHHEM JOCTYITHOCTH THUPO3HHA,
NpEAIIeCTBCHHUKA MEJTaHUHA, PUBOINT K THIIOMUTMEHTAIIMH BOJIOC U KOXH [3].

AxtuBHOCT, epmeHTa DAIT 3aBucUT OT Tpex OCHOBHBIX Ko(akTopoB: DATI-
ctumynupymomero Oenka (PAI'C), terparuapoduontepuna (BH4) u MonekynspHoro xuciopona.
Oynkuus BHs 3aximrouaercss B cTabuimu3aluu 4eTBEPTUYHOUM CTPYKTYphl (dongunre) AL u
Opyrux GepMEeHTOB, YYaCTBYIOLIUX B THUIPOKCUIUPOBAHUU TUPO3UHA, TpunTodana, aprununa (Puc.

2).
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Puc. 2. Ponb TeTparuapoduontepuHa B rTupOKCUIMPOBAHUN APOMATUYECKUX aMUHOKHUCIIOT.

1.3. Anngemmonorus 3aboneBaHUsi ULNIM COCTOAHUA (rpynnbl 3aboneBaHUn unu
COCTOSIHUN)

Yactota 'A cpenu HaceleHUs IUTAHETHl 3HAYMTEILHO BapbUPYET B 3aBHCHUMOCTH OT
nonyssiiuu: oT 1:4370 B Typuuu mo 1:80500 B Smonmu. HambGombimas pacnpocTpaHEHHOCTh
3a00jieBaHMEe OTMEUYEHA cpeau eBporneouaHor pacel [3-5]. Ilo manHbIM EBpomneickux IEHTPOB
ckpunuara ['DA, yacrora 3a0oeBaHUS B BOCTOYHO-CBPOICUCKOW TOMYJSAIHMH BBIIIC, YE€M B
NOMYJANUSIX 3amaa u toro-3anaaa EBponsl. B Upnanaun wactora '@ A cocrtasiser 1:4500 1:7300,
B HWramum 1:12280, I'peruu 1:18640 [5]. B CkanauHaBcKUX mOMy/snusax dvactora DA
UCKJIFOUUTENBHO HU3Ka, 0c00eHHO B Ounmsuauu 1:71000 u [Beruu 1:43230 [4, 5].

B Poccun mo maHHBIM HEOHATalbHOrO CKpuHHMHTa yactora ['@A cocraBiaser 1:7000 u
KojebneTrcst B pa3nuuHbix perunoHax oT 1:4735 B Kypckoit obmactu mo 1:18000 B PecmyOmuke
TeiBa. B Cankr-IletepOypre uactora ['®A 1:7600, B Mockse 1:5600. ®AI-nepunutHas ['OA
BbIsiBIIsieTCS B 97-98% ciyuaeB. BHs-nedunutasie @A coctaBmsitor 1-3% cityuaeB, BBISBICHHBIX
B X0JI¢ HEOHATAIBHOTO CKpUHHHTA [8].

1.4. OcobeHHOCTM KoauMpoBaHuA 3aboneBaHMA WM COCTOAHMA (rpynnbl
3aboneBaHumn unm COCTOSIHUN) no MexayHapoaHowm CTaTUCTUYECKOMN
Knaccudpukauumm 6onesHen n npoodrem, CBA3aHHbIX CO 340POBLEM

E70.0 Knaccuueckast peHUIKETOHYpHUS
E70.1 dpyrue Buap! runeppeHuIalaHnHEMUN

Kommenrapuu: k kinaccuueckoi ¢penunkeronypun (E70.0) otHocstess @A, o0ycnoBieHHbIe

Yny4weHHyto BEpCTKy OT http:/disuria.ru npeacrasnset anteka "CemenHasa" https://anTteka-omck.pd 41385
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naToreHHbiMu Bapuantamu B reHe PAH. K npyrum Bugam runepdenmnananunemun (E70.1) —
BH4-nepunurapie [OA.

1.5. Knaccudmkaumsa 3aboneBaHMA UnNu coctosiHUA (rpynnbl 3aboneBaHUn unu
COCTOSIHUN)

CymiecTByeT HECKONIBKO MOx00B K kinaccudukanuu ['OA. Beigensior @Al -3aBucuMyo u
®AI-mezaBucumyio gopmsl ['@A. B 3aBHCHMOCTH OT TSDKECTH M MAaKCUMAaJbHON KOHIICHTPAIUU
®A B KpOBM [0 JI€UYEHHUS IIOCIE YCTAHOBKM KIMHMYECKOIO JAMarHo3a WM CKPUHMHIA
HOBOPOKJICHHOTO BBIJICIISIOT JIETKYIO, YMEpEHHYIO WiH TsoKemyto popmbl [ QA (IIpunosxenue I'1).

Jlerkast popma I'DA tpebyeT Habm0AeHUS U MpoBeneHus TupdepeHIMaTbHON AMAarHOCTUKH.
Crtpororo auerudeckoro jieueHus: npu 3tou popme ['DA, kak npaBusio, He HazHavaroT. [lareHTHI
c nerxkout Qopmoit 'A nOKHBI HAaXOMUTHCS TOJ CHUCTEMATHYECKMM HAOIIOJEHHEM Bpaya ¢
KOHTpoJieM ypoBHsi DA kposu [3, 16, 42].

YMmepennas ¢dopma ['®A mompazymeBaeT coxpaHEHHWE YAaCTUYHOM aKTHMBHOCTH (epMeHTa
OAI, TpeOyer cobmoeHuss TUNO(EHUTATaHWNHOBOW JMEThl, a TaKKe IPOBEJIEHUs TecTa Ha
YyBCTBUTEJIBHOCTh K CHHTETUYECKOMY aHajory TterparuapobuontepuHa — Camponrepuny** c
EJTBI0 €r0 Ha3HAYEHHsI COBMECTHO C TUMO(EHUIIATaHHHOBO! nueroi [16, 28].

Tsoxenas ¢popma I'DA oOycnoBneHa MuHMUMalbHON akTUBHOCTHIO ¢epmenta DAI. Ona
TpeOyeT coOnrofieHHs CTpOToi runodeHnIaTaHuHOBON TMEThl, a B HEKOTOPBIX Cilydasx (rmocie
oTpe/ieNieHusl TeHOTHIA) TPOBEICHHUS TeCTa Ha YyBCTBUTEIBHOCTh K canponTepuny** (kog mo ATX
A16AX07) ¢ 1nenbio BBISBICHHUS NMOTEHLHAIbHONM UYBCTBUTEIBHOCTH MAallM€HTa K KO(aKTOpHOM
Teparuu.

Ha ocHOBe AaHHBIX MOJIEKYISIPHO-T€HETUYECKUX MCCIIEOBAHNI Obla CO3/aHa COBPEMEHHasI
kinaccupukaus DA, koTopas orpakaet stronarorenes 3adbonesanus ([Ipunokenune A3.2) [6-13].

Oenunkeronypusi (runepdenmnananemus DOAIl-nepunutHas) oOycimoBieHa aedexTom
dbepmenTa dennnanmanuHTUApOoKCcUIa3bl (DAL, npeodpasyromiero @A B TUPO3WH MPH y4aCTUHU
kodaxkropa u maneporna BHs. Hapymenue padotsr @AIl" mpoucxXoauT B pe3ysibTaTe MyTalluii B TCHE
PAH, pacnomaratomemcst B peruone 12q22 — q24.2. JlanHas HO30JIOTHS SIBJISETCS Hambosee
pacnpocTpaneHHO# (hopmoit u BcTpedaeTcs B 98% Beex ciaydaes ['DA [6, 7].

B mHacTosiee Bpemsi M3BECTHO HECKOJbKO TE€HETUYECKH TeTeporeHHbIX ¢opm BHy-
nebunutHex ['DA (ycrapesmiee Ha3Banue "atunuanas OKVY"):

1. BHs-nedunmrnas TDA  (tum A)  oOyclioBlieHa  HEOOCTAaTOYHOCThIO  6-
nupyBominterparuapontepuncunTazsl - (PTPS),  ywactByromeit B~ mpoliecce  CUHTe3a
TeTparuapoOHoNTepuHa U3 AUTHApOHeonTepuH Tpudocdara. 3abojreBaHUE BHI3BAHO MyTaluei
cTpykTypHOTOo reHa PTS 1uTo301pHON 6-TUPYBOUITETPATHAPONITEPHHCUHTARBI, COMPOBOKIACTCS
dbepmentatuBHON HemocTtaTouHOCcThi0 PTPS B meuenu u spurpouurax. I'en PTS pacnonoxen Ha
JUTMHHOM IuTe4e XpoMocomsl 11, B paitone q22.3 — 23.3 [6, 7, 9, 34, 35].

2. BHs-nedunutHas T'dA (Trm B) o0ycnoBieHa HEIOCTATOYHOCTHIO
ryaHo3uHTpudocharuukiaorugponassl 1 (GTPCH), xotopas ¢(yHKIMOHUpYET Ha HayalbHBIX
sranax cuHTe3a BH4, mpeoOpasys ryaHo3uH 5'-tpudochar B muruapoHeontepuHtpudocdar.
®epmeHT koHTpospyeTcs TeHoM GCHI, nokanu3oBaHHBIM Ha ATUHHOM IIJIedye XpoMocoMbl 14, B
peruone 14q22.2 [6, 7, 9, 34, 35].

3. BHs-nepunurnas I'®A (tun C) oOycrnoBineHa nehUIIMTOM IUTHAPONTEPUANHPEIYKTA3bI
(DHPR), xotopast koHTposnpyeT BocctaHoBIeHHe BH4 u3 nmurnapoOuonrteprna, obecrneyrnBas ero
peakTuBaiuio. 3aboneBanre BeI3BaHO MyTaiueil rena QDPR, koTopsiii pacmnonokeH Ha KOPOTKOM
ieye XxpoMocoMsl 4, B peruone 4p15.3 [6, 7, 9, 34, 35].

4, BHs-nedunurtnas T'DA (Tun D) oOycnoBieHa nepUIITOM
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BoccranoBieHuu BH4. @epment xoaupyercs renom PCBD, nokanu3oBaHHOM Ha JJIMHHOM ILIEYE
xpomocomsr 10, B paitone 10q22.1 [6, 7, 9, 34, 35].

5. JO®A-3aBucumMasi qUCTOHUsA, 00ycioBieHa AeduuuToM cenuantepuHpenykrassl (SPR),
YCIOBHO BXOAUT B rpymiy I'®@A, tak mpu 3ToM 3a00JIeBaHUU OOBIYHO HE HAOIIOAeTCs MOBBIIICHUS
ypoBHa @A B kpoBu. Tem He MeHee, ypoBeHb DA MOBBIIAETCS B TOJOBHOM MO3Te MalUEHTa, YTO
00yCTaBIUBaET pa3BUTHE KIMHUYECKON KapTHHBI, CX0aHOH ¢ apyrumu BH4-nepumuraeivu I'OA.
3a0oneBaHne CBS3aHO C HEAOCTaTOYHOCTHIO (pepmenta SPR, koTopwIii mMpuHMMaeT ydacTHe B
3aKJIIOUUTENBHOM JTane cuHTe3a BH4. AKTHBHOCTH cenumanTepuHpenyKTasbl KoaupyeT reH SPR,
PAacIOJIOKCHHBIN Ha JUIMHHOM IUIeYe XpPOMOCOMBI 2, B perrone 2q13.2 [6-8].

6. l'unepdennnanannaemus 6e3 neguuuTa TETparuApoOHoNTepruHa 00yCIOBIEHA MyTallUsIMHU
B rene DNAJC12, konupytomem 6enox JDP1. benok JDP1 Beimoninser ¢pyHkiuio cxoxyo ¢ BH4 —
SBJIIETCS IIallepOHOM JJs (PEPMEHTOB, YYaCTBYIOUIMX B MeTab01IM3Me HEUpPOTPAaHCMHUTTEPOB U
donmunare depmenta DAI. Takum obOpazom, nedext rena DNAJC12 mpuBOAUT K Pa3BUTHIO
¢denotumna cxoxero ¢ BH4-nepunutaeivu ['OA [6-8].

1.6. KnuHu4yeckas KapTuHa 3aboneBaHWs WNM  COCTOAAHMA  (rpynnbl
3aboneBaHU UNN COCTOAHUN)

KnuHu4yeckne ocob6eHHoctn ®Al-paecdpuumntHon NPA (knaccuyeckon ®KY)

Knunnyeckne mnposiBaeHus 3a00J€BaHUS 3aBHCSIT OT CPOKOB Hayajla TEparuu, TSHKECTU
MYTallMOHHOTO MOBpeXxaeHus ¢pepmenTa. be3 addexkTuBHON Tepanuu y OOJBIINHCTBA MAIUEHTOB C
TsokenbiM  nedpunurom DAI, wu3BecTHRIM Kak Kiaccudeckas @DOKY, pasBuBaeTcs TspKenoe
MopakeHNe HEPBHOI CHUCTEMBI, P CBOEBPEMEHHOM Hauajie Tepanuu eCTh BO3MOKHOCTh U30€KaTh
BBIPXKEHHBIX KIIMHUYECKUX MPOsBJIcHUH Oone3nu [21].

MaumeHTbl ¢ TAXenon NPA (knaccuveckon ®KY) 6e3 tepanumn

B nepmeie Hepenu xku3HU getH ¢ DA BeIrmsagaT 3popoBeiMH. Manudecranus 0osie3HU
MIPOUCXOJUT B Bo3pacTte 2-6 MecsleB NpU OTCYTCTBUHM JAMETOTEpANlUU, OTMEYAETCS BSUIOCTb,
OTCYTCTBHE/TIOTEpS] ~ MHTEpeca K  OKpYKawlleMy, HHOrJa  HaoOOpOT,  IOBBIIIEHHAS
pa3apaKUTEIbHOCTh, OECIIOKONCTBO, TMIEPTOHYC MBI, TUIeppeduieKcHsi, 3K3eMaTo3Has ChIlb.
XapaktepeH "MBIIIUHBIN 3amax" MoTa ¥ MOYH, KOTOPbI OOBSICHAETCS BhIICICHHEM (GeHuameTara,
¢dbenmnnupyBara. Bo BTopoM monyroauu OKH3HM HaOJIOAAeTCs perpecc B MOTOPHOM U
MICUXOPEUEBOM PA3BUTUU: JIETU MEPECTAIOT PearupoBaTh Ha OOpalllEeHHYIO peyb, Y3HABATh MaTh, HE
(GUKCHPYIOT B3IVISII U HE PEearupyroT Ha SPKUE UTPYIIKHU, HE MEepPeBOPAYMBAIOTCS Ha >KUBOT, HE
cuaar. dusuveckoe pa3BUTHE HApPYIIEHO B MEHbIIEH CTENEHH, OJHAKO BBISBISETCS HEKOTOPOE
YMEHbILIEHUE OKPY>KHOCTH TOJIOBBl WM Jaxe Mukpouedanus, Ooynee mo3aHee Npope3bIBaHUE
3y00B. VY OOJNBIIMHCTBA HEJIEUYEHBIX JETEe CBETIIbIe BOJOCHL, ToiyOble ra3a. Koxka moutu
MOJIHOCTHIO JIMIIEHA MEJNAaHWHA W UMEET IMOBBIIIEHHYI0 YYBCTBUTEIBHOCTh K HMHCOJSIIUU U
TpaBMaMm, MOATOMY HEpeIKO HaOIIOAAI0TCS TsKeNas dK3eMa, JePMATUT, POJUTMKYISIPHBINA KepaTos,
MOBBIIIIEHHAS CKIIOHHOCTh K THOMHUYKOBBIM MH(DEKIIUIM.

IIpn otTcyrcTBUM JedeHUs pa3BHUBaeTCs TshKenas yMCTBeHHas orctanocTh (IQ < 50).
OnuIenTHYeCKUe MPUCTYIIBI N0 TUIY "calaaMoOBbIX" MPHUMAIKOB, "KUBKOB", a0CAHCOB BCTPEUAOTCS
y 50% OO0NbHBIX, OHM PE3UCTEHTHHI K MPOTHBOCYAOPOXKHOW Tepanuu. ONUICHTHUYECKYIO
aKTUBHOCTH MpH TMPOBEACHUU HINeKTposHuedanorpaduu peructpupyor y 85-90% O0IbHBIX.
Bo3MOXHBI U JIpyrue HEBPOJIOTMYECKHME PACCTPOWCTBA — aTaKCHs, TMIEPKUHE3bl, TPEMOP PYK,
napesbl M0 LHEHTPAIbHOMY THUITY, YTO CBS3aHO C HApPYIIEHUEM MPOLECCOB MUEIMHU3AIMU HEUPOHOB
U CHIKEHHEM IUIOTHOCTH Oenoro BeIIlecTBAa TOJOBHOTO Mo3ra. BcrnencTBue XpOHMYECKHX
MeTabOJIMYEeCKUX HApYIICHWH CHIDKaeTcs o00pa3oBaHHWE HEHPOTPaHCMUTTEPOB (modamuHa,

6 13 85


http://disuria.ru/
https://аптека-омск.рф/

KnuHnyeckne pekomeHgauun — Knaccunyeckas oeHUNKETOHYpUs 1 apyrue Buabl runepgerHnnanadmHemmn — 2020-2021-2022
(07.06.2021) — YT1BepxaeHbl MuHagpasom PO

CEpOTOHMHA, HOPAJPEHAINHA).

B nacrosimee Bpems kinuHudeckue nposiBineHus '@ A npakTtuuecku He BCTPEUaroTCsl B CBS3U C
paHHEN TMarHOCTUKOM OOJIE3HM U CBOEBPEMEHHBIM HadajoM JieueHHsd. OQHAKO B PENKHUX ClydasX
MAUEHTHl MOTYT OBITH "HpomymieHsl" NpU IPOBEJEHUM MacCOBOTO CKPUHMHIA WIHM POJUTENN
MOTYT HE COOJI0JaTh Ha3HAUYEHHYIO AMETY, MO3TOMY cienyeT uckmodate ['@A npu HesCHbIX
ClIy4asiX YMCTBEHHOM OTCTaJIOCTH y JETEH.

MauuneHTbl ¢ TAXKenon ®Al-gecpuumntTHon MDA, HaxoasILMECH Ha NeYeHUn

HecmoTpss Ha paHHee Hayano JiedeHHUsT M COONIOJCHUE JUEThl, Yy TMAlUEHTOB MOTYT
HaOMI0JaThCsl KOTHUTUBHBIE HApPYIICHMSI, XapaKTEPU3YIOIIHUECS OCOOCHHOCTSAMHU 3PUTEIbHBIX U
WCIOJIHUTENbCKUX (PYHKUUN, CHUKEHUEM CKOPOCTH 00paboTKKM HMH(OpMAalMU, HU3KUM YPOBHEM
KOHLIEHTPALlMM BHUMAaHMS, HapYIICHUSIMHM TUHAMHYHOCTHU Ipollecca 3alloMUHaHus, peud. Jlaxe
IIpM HOPMAaJIbHOM YPOBHE HHTEJJIEKTyalbHOro pa3BuTus y 96% nereit ¢ DA omnpenensores
pazuyHble M3MEHEHUS B SMOILMOHAIBHOW cdepe, MeIarlue WX TMOJHOIECHHOW COIMaIbHOM
aJanTalyy: CHIDKEHHE TI03HABaTEJIbHBIX CIIOCOOHOCTEH, BBICOKMHM YPOBEHb TPEBOKHOCTH,
SMOIMOHAIbHAS HEYCTONYNBOCTD, THIIEPAKTHBHOCTD, arpEeCCUBHOCTH [57, 59, 66].

Cpenu malMeHTOB, MOJYYaBIIUX TUNOPEHWIATAHWHOBYIO JUETY C  BKIIOYEHUEM
HecOaTaHCHUPOBAHHBIX MPOJYKTOB JIeUeOHOTO MHTaHHs, B 4 pa3a Oojblle ACTeH ¢ M30BITOYHOU
Maccoil Tera W OXHpPEHUEM, a Takke B 12 pa3 Oojbllie — ¢ HEJIOCTATOYHOCTHIO MUTAHUS IO
CPaBHEHMIO C OOJIbHBIMM, HAXOAMBIIMMHCS Ha JIEYEHUH COBPEMEHHBIMH CIIEHUATM3UPOBAHHBIMU
MPOJyKTaMH Ha OCHOBe aMUHOKHCIOT 0e3 DA. [lpu mo3nHeM Hauane OUETOTEpAaUU MOMHMO
COXPAHSIOIINUXCSI HEBPOJOTHUYECKUX CUMITOMOB OTMEUAIOT YBEJIMYEHHUE YMCIIa HU3KOPOCIBIX JeTeH
(8 10 pa3), ¢ HeHOCTaTOYHOCTHIO TTUTaHusA (B 6,5 pa3a), ¢ oxkupeHueM (B 7 pa3) 1Mo CPaBHEHHUIO C
IPYIIIOH MAIHEHTOB, KOTOPHIM JICUeHHE OBIJI0 HAYaTO CBOEBpEeMeHHO [67].

Ha ¢one snuMuHanmoHHON TuETOTEpanmuu MOTYT OTMeuYaThCsl NeQULUTHI MUKPOIIEMEHTOB

(uuHKa, ceneHa, *enes3a, MeI U MarHus), KapHUTHHA, -3 NMOMHEHACHIICHHBIX KUPHBIX KUCIOT,
ButamuHoB B6, B12, B9 ((onumeoit kucmotsl) [61-63]. MHOrMMH HCCIIEIOBAaHUSMH JI0OKa3aHa
BBICOKAsh 4acTOTa OCTEONEHUH Yy O0JbHBIX ['DA mo cpaBHeHHMIO ¢ oOmied momyssiuend. OmHako
TOYHO HE YCTAHOBJIEHBl MEXAaHM3Mbl YMEHbBILIEHUS MHUHEPAJbHOM IJIOTHOCTH KOCTHOM TKaHH.
BrisiBnieHa cBSA3b MpoOLECCOB pe3opOuuu/GpopMupoBaHUs KOCTHOW TKaHM C MPUBEPKEHHOCTHIO K
IUETOTepanuu W AOCTATOYHBIM MOCTYILUIEHUEM MHUKPOIJIEMEHTOB C MPOAYKTAMHU CIHEIHAIbHOTO
nuTanus [68].

Onenka kavectBa xu3HU neTedl ¢ DA mokasanma, 4To Bce €ro mapameTpbl — (U3HYECKOe,
SMOIIMOHANBHOE, COIMANbHOE (PYHKIIMOHUPOBaHUE, (YHKIIMOHUPOBAHUE B IIKOJIE/JIETCKOM Caay —
HUKE TI0 CPABHEHUIO CO 3J0POBBIMU CBEPCTHHKAMHU. MaKCHUMalIbHbIE PA3JIM4Ms YCTAHOBIICHBI Y
IIKOJIbHUKOB, 4YTO, [0 MHEHHIO aBTOPOB, CBSI3aHO C YBEJIMYEHHUEM YMCTBEHHOH H (u3nueckoit
Harpy3Kd, HapacTaHHEM HANpPsHKEHHOCTH BHYTPEHHHUX ICHXOAMOIMOHANBHBIX MpoleccoB. [lpu
3TOM MOKAa3aHO: YeM MO3IKE HauaTo JieueHue y 601bpHbIX ['DA, TeM HIDKe MOKa3aTeau COLUaTbHOrO
U posieBoro (GYHKIMOHUPOBAHWSA, a C YBEJIMYEHHUEM BO3pacTa OOCIEIOBAHHBIX JE€TEH HUKE
MoKa3aTeu UX ajianTaliy B KoJulekTuse [69].

Koppensiuss Mexny NOBBIIIEHHBIMU ypoBHSIMU DA B paHHEM BO3pacTe U JOJTOCPOYHBIM
cHmkenueM [Q xopomo u3ydeHa. Brnusaue ypoBHs @A Ha [Q B TeueHue KHU3HU Takke OBLIO
MOKA3aHO B UCCJIEJAOBAHUAX HA B3POCIHbIX. TaK, y T€X, KTO CHU)KAET CBOIO IPUBEPKEHHOCTh JIUETE C
OTpaHHuYEHHBIM cojepkanneM DA B 3penom Bodpacte, [Q HEMHOro CHHMKAeTCs, UTO elle OoJblie
MOTBEPIKAaET KOHIIEMIHIO "MoXH3HeHHOH" nueTs [4, 57].

Tem He MeHee, Aake MPU CTPOTOM COONIOJACHUU OWETHI C HU3KUM cojepkanuemM DA y
B3POCJIBIX MOTYT HaOIIONAThCS KOTHUTHUBHBIE HAPYIICHHS, TaKHE€ KaK CHIDKEHUE SI3BIKOBBIX
HABBIKOB, MTAMSITH, CKOPOCTH BOCIPUATUS B 00pabOTKH MH(OPMALIUU, CTIOCOOHOCTH K 00YUEHUIO U
UCTIOJHUTENbHOU QyHKIMH [58].
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B3pociibie, koTopbie He coOoal0T AUETY ¢ orpannueHueM PA U UMEIOT MOBBIIICHHBIN
ypoBeHb DA B KpOBH, 0OBIUHO IJIOX0 KOHIIEHTPUPYIOT BHUMAHUE M ICMOHCTPUPYIOT 3aMe/JICHHbBIC
JBHTaTeNbHbIC peakuuu [29, 58].

CymiecTByeT Takxke O0oJiee BBICOKHI YPOBEHb TPEBOXKHOCTH, Jernpeccuu, GoOHH u
MaHMYECKUX aTak Y JIMII, MOJIyYaBIIUX JICYCHUE B JCTCTBE, HO MPEKPATHBINUX TEPAIHIO BO BTOPOM
JCCATUICTAN JKU3HU. OTH JIaHHBIC, IMO-BHIMMOMY, CBSI3aHBl Kak C TEKYI[UMH, Tak H C
aHAMHECTHYCCKUMHM JTaHHBIMH 110 coiepkanuio A B kposu [3, 36, 60, 66, 67].

MaunMeHTbl € MANKUM OWOXMMUYECKUM WU KIUHUYecKUM deHoTunom AT -
aedvuntHon FPA

Cunraercsa, uto npu OAIl-pepunutHoit I'PA, naxe ecnu koHueHtpauus A B miuazme
noctossHHO Huke 600 Mxmons/n (10 mr/mn, eqununbl usmepenus PA: 1mr/an coorBercTByer 1
Mr%, 60 MKMOJB/1T) y NanuMeHTOB Oe3 AMEeTOTepanuu pPHUCK DPAa3BUTUS HHTEIJIEKTYaJbHBIX,
HEBPOJIOTUYECKUX U HEWPOIICUXOJIOTMYECKUX HapylleHUH BbllIe, yeM y jul 0e3 aeduuura OAT.
DKcnepThl peKOMEHAYIOT orpannueHue @A s mo00ro naueHTa, y Koroporo yposeHb @A > 360
MKMOJIB/JT (6 Mr/mn) [5, 17].

Onucansl cinyyau DA ¢ nerkum pepunurom DAL, y MNaUEHTOB € HOPMAIbHBIM
MHTEJJIEKTOM, TMarHO3 KOTOPHIM YCTAHOBMJIM BO B3POCJIOM BO3pacTe MPH BHE3AITHOM YXYALICHUS
ncuxudeckoro cocrosiuus [41, 60].

"MaTtepuHckaa cpeHunkeTtoHypuma"

Cungpom matepuHckoil OKY — KOMIIIEKC CMMITOMOB, BO3HUKAIOIIUX y JETEH KEHIIWH,
ctpamaromux ['PA w HE MONMYYaBIIMX CHEIUATU3HMPOBAHHOE JICUeHHWE (IuMeTra W Jp.) B
MperpaBuAapHblii mepuox U Bo Bpemsi OepemeHHOCTH. CHHAPOM pa3BUBAECTCS B pe3ylbTaTe
BO3JICHCTBUSL Ha IUIOJ MOBBIIIEHHOrO cojepkanusi @A u ero mMetaboiUTOB B KpOBU MaTepH.
Brigensior cieayroriye mposBiacHUs CHHapoMa MaTtepurckoin KV [4]:

- 3amepkka BHyTpuyTpoOHoro passutus (3BYP). Uactora He otiamvaercss oT oOmiei
MOMYJISALIMM, €CJIM MaTepuHCKUue ypoBHU DA KOHTPOIUPYIOTCA B TEUEHHUE IMEPBBIX JECATU HENEIb
oepemennoctr; puck 3BYP mona yBenmuuuBaercs, ecnu koHIeHTpamuss DA ONTUMUBHPYETCS
MO3/THEE;

- mukpouedanus. Puck coctaBisier 5-18% Bo Bpemsi 6epeMeHHOCTH, MPU KOTOPOH YpOBEHb
DA y maTepu ONTUMHU3UPYETCS 10 OEPEeMEHHOCTH U B TEUEHHE IEPBBIX JECATH Henenb. Puck
yBenuuuBaeTcs 10 67%, ecau cooTBeTcTByOMKUE YpoBHU DA He TOCTUTHYTHI B TeueHue 30 Henelnb
OCpEMEHHOCTH;

- BpPOXKJCHHBIN MOPOK Cepaua U Apyrue nopoku pa3Butus. [loBeiienHbie KoHIeHTpauun OA
B MaTepuHCKOW KpoBH (> 600 MKMOJIB/I) BO BpeMs paHHUX CPOKOB OEPEMEHHOCTH MPUBOJSAT
npuban3uTenbHo K 8%-12% pucky mopokoB pa3BuTus cepana. Genotunuueckre 0coOEHHOCTU U
JIpyrue BpOXKJIeHHbIe ne(deKThl (BKIOYAs TPaXEONHUINEBOJHbIE CBUIIM M Jp.) TaKke ObLIU
3apEerUCTPUPOBAHBI y JE€TEH, POKIECHHBIX OT KEeHIIUH ¢ [ DA;

- UHTeIUIeKTyalbHbIN aepuuut (> 90%). Kputndeckum 3HaUeHHEM SBISETCS KOHIICHTpAIUs
@A B MaTepHMHCKOW KPOBH, MOCTOSHHO TMpeBbIIaromas 360 MKMOJIB/T BO BpeMsi OEpeMEeHHOCTH, C
00paTHOM 3aBUCUMOCTBIO MEXly KOTHUTUBHOHN (yHKIMeH pebeHka u ypoBHeM DA B MaTepHHCKOM
KpoBH BbIIe 360 MKMOJIB/JI.

IIpn mocTostHHOM JeueHuu U KOHTpoJsie ypoBHS (DA KpOBHM PHCK BPOXKICHHBIX IOPOKOB
pa3BUTH IJI0/a y KeHIUHBI ¢ [ DA MUHHMAaIIEH.
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KnunHnyeckne ocobeHHoctn BH-pgecpmumntHbix FOA

Kmuanueckn T'@A-BH4  xapakrepusyrorcs — runepdeHuIaIaHUHEMUeH,  IepUIUTOM
HEHPOTPAaHCMUTTEPOB JO0(paMUHA M CEPOTOHMHA, MPOTPECCUPYIOIIMMHU HHTEUICKTYaIbHBIMH U
MOTOpHBIMU HapymeHusMu [4, 6]. Jnsg 3TUX HO30J0THYEeCKHX (OpPM XapaKTEpPHO OTCYTCTBHUE
MOJIOKUTEIFHON KIMHUYECKOW IMHAMUKHU Ha orpannyeHue noctyrieHus OA ¢ numeil u Ha GoHe
anekBaTHOro cHkeHus ypoBH DA kpoBu. bes neuenus BHs-nepunutnsie I'OA tunst A, B, C
MUMEIOT CXOIHbIE KIIMHHMYECKHE CUMITOMBI M XapaKTepU3YIOTCs paHHEH MaHU(ecTaruei B epBbie
3 Mecsna KU3HU, a B TIOJOBMHE CIydaeB — B HEOHaTaJbHOM mepuoje. CTENeHb TSHKECTU
KJIIMHUYECKUX NPOSIBJICHUN y IeTel U B3pOCIIBIX BapbUpYyeT. IIpu TsKENoOM Te4eHUU B KIIMHUYECKOU
KapTHHE mpeobianaeT ObICTPO MpOrpeccHpyromasl 3aepikKa ICUXOMOTOPHOTO Pa3BUTHUS, TOHUKO-
KIIOHUYECKHE CYJOPOKHBIE MPUCTYIIBI, OBBIIIIEHHAs BO30YIUMOCTb, TUIIeppedIeKCusi, MblIIeuHas
TUCTOHUS (TMIOTOHMSI MBIUIL TYJIOBMINA, THIEPTOHYC MBI KOHEYHOCTEH), CHACTHYECKUM
TeTpamnapes, a TaKKe dKCTpanupaMUuIHbIe CUMIITOMBI (XOperu(pOpMHbIE TUIIEPKUHE3B), HAPYIIIECHHUE
MOXOJKH, TpPEMOp, AaTakCus, pPAacCTPOWCTBAa TJIOTaHMs, THUIEpCaIUBalUs, HapyLICHUS
TEPMOpPEryJslUK, [CeBOOYIbOapHbIE pPACCTPOMCTBA, OKYJIOTHMpPHBIE KpU3bl (3MHU30UYECKOE
COJIpY’KECTBEHHOE OTKJIOHEHHE Tja3, OOBIYHO HAllpaBJIEHHOE BBEPX U JaTepaibHO). B HeKoTOpbIX
cllydasiXx HaOJIOJAIOTCS HM3MEHEHHS! BBIPAKEHHOCTH HEBPOJOTMYECKHX CHMIITOMOB B TEUEHHUE
CYTOK: YXyJALIEHHE BO BTOPOI MOJIOBUHE JIHA, a YTPOM, TOCJe CHa — yiydllleHue coctosius [Ipu A
n C tune BHs-nedpunutueix 'GA wyacto BcTpeuaercss Mukpouedanus. Jlerkue dopmer BH4-
nepuuutHbIX [ A MoryT npoTekaTh ¢ MUHUMAaIbHBIMU KIMHHYECKUMHU MTPU3HAKAMHU.

[loBeimienne konueHTpauuu GA B 1masme kposu nanueHToB ¢ BHs-nedunutasimu ['OA
MOXET CHJILHO BapbUpOBaTh OT HeOosbmoi (He Oonee 360-600 MKMOJB/T) 1O OYEHB BBICOKOM
(2500 MKMOITB/JT), CXOTHOM C TaKOBOM mpu Kiaccudeckoir OKY.

VY wactu marueHToB ¢ nedexramu rena GCH1 npu poxxknenun conmepkanue @A B KpoBU
MOXET OBITh HOPMAJILHBIM (TaKue CiIydan He OyIyT BBISBJICHBI PH HEOHATATLHOM CKPUHHUHTE), HO
no3aHee KoHUeHTpanus PA nepuoAudYecKH MOKET MOBBIIATHCA. B TKaHAX M OMOJIOTMYECKUX
KHUJKOCTSIX MAalUEHTOB OOJBHOIO OINPEAEISIETCS PpEe3KOe CHIDKEHUE COJIepXKaHUs KOHEYHBIX
MeTa00JUTOB OMOT€HHBIX AMUHOB — FTOMOBaHUJIMHOBOW U 5-THAPOKCUUHIOIYKCYCHOM KHUCIIOT.

HepoctaTouyHoCTb 6-nupyBOMNnTEeTparnaponTepuHcuHTetasbl (BH,-aecdmumnTtHan
F®A tvn A).

DTOT BapuaHT sBJsieTCsl HauboJiee paclpoCTpaHeHHbIM, OH o0OycnaBiuBaeT okojo 60% Bcex
ciyqaeB ['®A c¢ pepunurom BH4. IlposiBnsercs B Tsxkenoil (UeHTpaibHas) U yMEpEHHOM
(nepucdepuueckas) dopmax. Ileppas, manbonee uacto BcTpeuaromtasics (80%) Tspkenas ¢dopma
COMPOBOXKIAECTCA BBIPAKCHHBIM CHIDKECHHEM COJECpKAHUS OWOTEHHBIX aMHUHOB CEPOTOHHHA U
KaTeXO0JAMUHOB B 11I€pEOPOCIUHATIBLHON )KUIKOCTH (JIUKBOPE).

[Ipu tsprenoit dopme Hecneuupuueckue CUMOTOMBI MOTYT MPOSIBISATHCS C MEPBBIX HEIEINb
KU3HU peOCHKa: MbIIICYHAas TUIOTOHUS, BSJIOE COCAHME, CHU)KCHHE JIBUraTeIbHOW aKTHBHOCTH.
HekoTopeie neTu poxAaroTcs ¢ MpU3HAKaMU 3aJIep>KKU BHYTPUYTPOOHOTO pa3BuTHs. HapyieHus
CO CTOPOHBI LIEHTPAIBLHONW HEPBHON CUCTEMBI OOBIYHO CTAHOBSITCS 3aMETHBIMH B BO3pacTe OKoJIo 4
MecsieB. be3 mpumMeHeHHs] MaTOTeHEeTUYECKOW Tepanmuu y MAlMeHTOB OTMEYAIOTCS COHJIUBOCTH,
Pa3apaXKUTENbHOCTh, MBIIICUHAs IUCTOHUS, TUNEPKUHE3bl, TUMEPTEPMHUS, THIEpCATUBALMS U
TPYAHOCTH C TJIOTAaHHEM, Jaliee K YKa3aHHBIM CHMIITOMaM IMPUCOETUHSIOTCS CYAOPOTH (TOHHKO-
KIIOHMYECKHe, MHOKIOHHYECKHE), pa3BUBAETCd YMCTBEHHasl OTcTanocTh. [lpu 3Toit dopme gacto
HaOmronaercst mukpouedanus [70]. [Mepudepuueckas Gopma xapakTepusyercsi HE3HAUUTEIbHBIM
CHIDKEHHEM ypOBHS HeiipomeanatopoB, HeBbicokoi ['DA, Goree OnarompusTHBIM KIMHUYECKHIM
TEYeHHEM C To3aHel MaHudecTanueil 1 ymepeHHbM nopaxenueMm [IHC. Yxyamienue cocrosHus
00JBHOTO OOBIYHO MPOUCXOJUT B TIOJPOCTKOBOM BO3pACTE U MPOSBISAETCS HEHPOBETETATUBHBIMU U
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00JIEBBIMH MTPUCTYIIAMH.

Henocrarounocts ryanosuntpudocdarmukinoruaponassl 1 (BHs-nedpumurnas I'®A tun B),
npuBosmias kK kiuHuke ['PA-BHAB [6], taxke Bbi3biBatoT JJODA-3aBUCUMYIO JTHUCTOHHIO,
KOTOpasi MOXET Hacle[oBaTbCcsl 10 AayTOCOMHO-JOMMHAHTHOMY Tumy. llamuentsr umeror
MIPOTPECCUPYIONIYIO HEBPOJIOTHUYECKYI0 CHMITOMATHKY, OOBIYHO MPOSBIISIONIYIOCS MsT4e, YeM Ipu
xiaccnueckod @KV B orcyrcTBHM JIeUeHUS.

HenocraTtounocts nuruaponrtepuaunpenykrassl (BHs-gpepuuurnas 'O A tun C).

Knuanueckue mposBIeHUs 3TOH (POPMBI CX0KH ¢ KIMHUKOHK 1pH npyrux popmax [OA-BH4.

HenoctaTo4HOCTH nTepuH-4-0-KapOMHOIAMUHAECTUIPATA3bl (BH4-neduuurnas
I'®A tun D) xapakrepusyercs 100pOKaueCTBEHHBIM, MAaJOCUMITOMHBIM T€UYE€HHEM 3a00JI€BaHUS.
[6].

HenocraTtounocts cenuantepunpenykrassl (JIODA-3aBucumas 1UCTOHMUS).

Onucannsle ciaydau JedektoB reHa SPR He compoBokpatorcs runepdeHuiariaHuHEMHUEH.
Knunundeckue nposiBienus cxoausl ¢ [®A-BH4 [64].

B MnaneHuecTBe MOTryT OTMeYaTbcsl Heclenu(UUECKHEe CHUMIITOMBI: 3aJiepKa MOTOPHOIO
Pa3BUTUS U HU3KHUI MBIIIEUHBIM TOHYC. 3a00JieBaHuE OOBIUHO pa3BUBAETCS HA IEPBOM IOy JKU3HU,
MPOSIBIIASACH JTUCTOHHUEH, 3alepKKoi (OpMUPOBAHUS JBUTATEIbHBIX W PEUEBBIX HABBIKOB,
MBIIIEYHOW CJIAa0OCThIO, IIEHTPAJIBbHOM THUIOTOHMEN, a TaKKe OKYJIOTHPHBIMH KpH3aMU;
BBIPAKEHHOCTh CHUMITOMOB KoOJIEOJIETCS B TEYEHHE CYTOK (HOYBIO HaOIOJaeTcs yXyAlleHHeE,
yTpOM, TOCJIE€ CHa — yayylleHue cocTosiHusi). Ilo3aHee vacTo pa3BHBAIOTCS HapyIIEHHs] CHA U
MICUXOJIOTHYECKHE PpAcCTpOiiCTBA (TPEBOXKHOCTb, pa3fpa)XKUTENbHOCTh). YacTo BO3HHUKAIOT
UHTEJUIEKTYyaJbHbIE HApyLICHHUs, HO y MHOTIMX OOJBHBIX HAOIIOAAIOTCS TOJIBKO JIETKUE WIN
YMEpEHHbIE TPYAHOCTH NpH 00yueHHH. Pexe pa3BUBaIOTCS TaKMe CUMITOMBI, KaK MapKUHCOHU3M
(Tpemop, OpaTuKHHE3UsI, MBIIIIEYHAS! PUTHIHOCTD, 3aCTHIBIIICE JIUIIO), AU3APTPHS, THIIEPPEDICKCHS,
MOBBIIIEHHBI TOHYC MBIIIL] KOHEYHOCTEH, BEreTaTHBHbIC HapylleHHa. Bo MHOrMX ciydasx
JIUCTOHMSI U BBIPAXKCHHbIE KOJEOaHMs CHUMIITOMAaTUKU B TEUEHHE CYTOK HPOSBISIIOTCA JIUIIb Ha
OoJiee mO3IHEN cTaanH 3a00JI€EBaHU.

[Tockonbky mpu 3T0# (hopme Oosie3Hn He HabmoaeTcs mopbiieHne @A B KpOBH, a TIOIXOIbI
K Tepanuy NPUHIMINAIBHO OTIMYAIOTCS OT BCeX Jpyrux ¢opMm HapymeHuil oomena ®A, Goiee
JieTalbHOE OIMCAaHWE HEAOCTaTOYHOCTH CENUANTepUHPEAYKTa3bl HE MPHUBEIEHO B JaHHBIX
KJIMHUYECKUX PEKOMEHIAIHIX.

I'®A 6e3 nepunura TerparuapodoronTeprta, ooycioBieHHas MmyTarusaMu B reHe DNAJC12.
JanHas (opma 0OBIUHO BBIABISETCA MPH CKPUHUHIE HOBOPOXKJIEHHBIX. KIIMHMUECKHE CUMIITOMBI
cxomubel ¢ npyrumu ['@A-BH4 dopmamu: 3amepkka NCUXOMOTOPHOTO Pa3BUTHS, TOBBIIICHHAS
BO30YAUMOCTb, TUNIEppedIIeKCHUs], MBIIIEYHAs JUCTOHUS, B O0jee CTaplieM BO3pacTe — pasiuyHas
CTENEHb HAPYIIEHUS MHTEIUIEKTa. Y HEKOTOPbIX MalueHTOB B JercTtBe pas3BuBaercss JJODA-
3aBUCUMBIH MApKUHCOHOMOAOOHBIM cunapoM. Ilpu naGopaTopHOM HCCIEIOBAaHUM BBISBIISIOT
AeuuuT JonamMHHA, CEPOTOHMHA B CIIMHHOMO3TOBOM JKHAKOCTH, U HOPMAJIbHBIH MeTabo0Ju3M
TeTparuapooronTepruna [65].

Takum o0pa3oM, MOXHO BbLAETUTH 6 ¢(opm ['DA, paznuuaromuxcs MO MOJIXOAaM K
JMAarHOCTHKE, JedeHuto u HaOmoaenuto: OAl-nedunutnas DA, nerkas popma (He Tpebyromas
tepanuu 10 ronaa), ®AI-gedpunutnas I'OA ymepenHas ¢opma, TpeOyromias Ttepanuu; DAI-
nepuuutHas I'PA, Tsokenas ¢opma, TpeOyromas Tepanuu; DAl-nepunurnas I['DA,
YyBCTBUTEIbHAs K Tepamnuu camnpontepuHom™®*; BH4-nepuuutHsie I'DA; matepunckas DKY
(xnaccuueckasi PeHUIKETOHYpHsl, 0EpEMEHHOCTb).
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2. AnarHocTuka

Kpurepuu ycraHoBIIeHHs 1MarHo3a:

I'maBHBIM KpHuTEepHreM quarHOCTHKH [ DA sBIsieTcs MOBBIIICHHOE COJIepKaHue (heHMIaTaHuHa
B kpoBu Bbime 2,0 mr% (120 MKMOJB/1), KOTOPBIH oOmpenensercs B MEPBYIO OYepenb IpU
HEOHATaJIbHOM CKPUHUHIE.

Juarnos ['QA noarBep:k1aeTcs NpU HAIWMYUKA WIA OTCYTCTBHM XAPAKTEPHBIX KIMHUYECKHX
MpOsIBJIEHUH 3a00JI€BaHUS B COUYETAHUU C IMOBBIILIEHHBIM COJAEpPKaHUEM (DeHUIalaHUHA B KPOBHU.
Jns  BepudHKanmMM IUarHo3a HEOOXOJUMO JOIMOJHUTEIBHOE MPOBEACHHE MOJEKYISIPHO-
TeHETUYECKOTO TECTHPOBAHUS M OTIPECIICHNE COOTHOMIEHH (DeHMIIaTaHnHA/THPO3UHA.

2.1. XKano6bl n aHamMHe3

BonbmmucTBO nmanuenToB ¢ [MA nuarHocTUpyrOTCS MpU NMPOBEIEHUU MAacCOBOTO CKPUHUHTA
HOBOPOXKJIEHHBIX M TIPU CBOEBPEMEHHOM Ha3HAYEHHM CIELHMATU3UPOBAHHON JMETOTEpanuu
3a00J1€BaHNE MTPOTEKAET OECCUMITOMHO.

CriekTp BO3MOXKHBIX kasio0 y manueHToB ¢ DA, KOTOphIM AMArHO3 YCTAHOBJIEH MO3/IHO WIIN
IpU OTCYTCTBUH JIEYEHMSI, MOKET ObITh BeCbMa HIMPOKUM M 3aBUCUT OT (hopmbl 3a00JeBaHUS
(KJTaCCHYECKOW WITH HEKITACCHYECKO#), M MHIMBUIyaJIbHBIX 0COOCHHOCTEH TeueHus Ooe3Hu [6].

Kanober npu OAI-nedpunutHoit I'OA (xnaccuueckoit ®KY): obmias 3anepixka pa3BUTHS,
3aJlep)KKa  pocTa, 3aJiepKKa pPEYeBOrO  pPa3BUTHS, 3aJep)KKa  COIMAJIBHOTO  pa3BUTHUSA,
UMHTEJJIEKTyaJbHasi  HEJIOCTaTOYHOCTh, AHOMAJIWM  [OBEAEHUSA, JAeQUIUT BHUMAaHUA U
TUIIEPaKTUBHOCTh, ayTOArpeccus, NEHPECCUBHOCTb, ayTH3M, HapyIIEHUE MaMsTH, CYIAOpPOKHBIE
MPUCTYIIBI, MBIIIEYHAs] TUIOTOHMS, THUIEPTOHYC MBI KOHEYHOCTEH, TpeMop, MOTEPs
JIBUTaTEIbHBIX HABBIKOB, TOLIIHOTA, PBOTA, aHOMAJIBHBIN 3allaX MOYH, MOTEPS IACTUYHOCTH KOXKH,
TUIONUTMEHTAlMA KOXKHU U BOJIOC, 9K3eMa, KaTapakra MHUKpoledanus, runepdeHniaianHnHeMus u
camxkeHnne aktuBHOCTH AT Mo maHHBIM Ta0OPATOPHBIX MCCIICIOBAHUM, KaJbIIMHATHI TOJOBHOTO
MO3Ta, TopakeHrue OeJIoro BellecTBa roJIOBHOTO Mo3ra 1o pesynbTatam MPT uccinenoBanus.

Kanoosr npu BHs-nedpunutapix ['®A (MOTyT cOXpaHIThCS Ha (OHE COOIOJIEHUS TUETHI C
orpannueHueM ®A): 3arpyqHeHHs] TPYJHOTO BCKapMIIMBAHMS, 3a/lep’KKa MOTOPHOTO Pa3BUTHUS,
MUKpoIedanus, TOBBILIEHHOE CIIOHOOTICICHNUE, HApYIIEHUs TJOTaHUs, COHJIMBOCTb, ITO3,
JUXOPAIOYHbIE AMU30/bl, IKCTpallMpaMHIHbIe HapyIIeHUs (MIapKUHCOHHU3M, XOPEOaTeTo3, XOopes),
3MU30bl KPATKOBPEMEHHOTO OBICTPOTO COKPAIIEHUE MBIIIII.

- Pexomennyercs uckinrounts '@ A BceM narueHtam 1r060ro Bo3pacta 6e3 yCTaHOBIEHHOTO
paHee nuarHo3a ['@A npu Haau4uM CIEAYIOLUX KIMHUYECKUX IMPOSBICHUN C 1EJIbI0 YTOUYHEHUS
JMarHo3a:

- OTATOILCHHBIN CEMEHHbI aHAMHE3

- SMWIETICHUS

- pa3JIM4YHAs CTENIEHb YMCTBEHHOU OTCTAJIOCTH

- MpoOIeMBbI C TIOBEJICHUEM, BKITFOUAsl PACCTPOCTBA ayTHUCTUIYECKOTO CIIEKTpa

- OJKCTpamupaMuJHble HapylleHus (B TOM YHCIE€ MAapKUHCOHOMOJIOOHBIE HApYIICHUS Y
B3pOCIIBIX)

- 3aTXxJ1bIH ("MBIIUHEI", "BoTuNil") 3amax Tena

- 9K3eMa, CHIKCHHE TIMTMEHTAIH KOXKH U BOJIOC [2]

VYpoBeHb yoeauTeabHOCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5)
- Pexomennyerca uckmounth ['DA y KEHIIMH PENpOIyKTUBHOIO BO3pPACTa, UMEIOIIUX B

aHaAaMHC3C HCBBIHAIIIMBAHHC 6CpCMeHHOCTI/I WM POXKIACHUC IIOTOMCTBA C IMOPOKaMU pPA3BUTHA,
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BKJIIOYAs JIIOOYI0 KOMOHMHALIMIO 3alIepXKKU PAa3BUTUA IJI0JA, MUKPOLE(DAINUIO/TIOPOKH PA3BUTHUS
rOJIOBHOIO  MO3ra, BpOXKJIEHHBIH IOPOK  CepAlla, IOPOKH  pPa3BUTHS  KOHEYHOCTEH,
TPaxEOMHILEBOIHBIA CBUII M JIp. C LEIbI0 NPOPUIAKTHKH POKICHHUS OOJBHOTO peOeHKa B CeMbe
[2].

VYpoBeHb yoeauTenbHOCTH pekoMmenaanuii C (YypoBeHb I0OCTOBEPHOCTH JJOKA3aTEIbCTB — 5)

- Pexomenayercs cOOp TOAPOOHOTO TEHEAIOTHYECKOTO AaHaMHE3a Yy IalUueHTOB C
BBIIIICOTIMCAHHBIMK JKajo0aMM ISl BBISIBJICHUSI CIIy4aeB BHYTPpUYTPOOHOW THOenu Iioga oT
HEYCTAaHOBJICHHBIX MPUYHH, CIIy4aeB PaHHEU JCTCKOW CMEPTHOCTH, a TAK)KEe WHBAIHJIOB JICTCTBA B
CEeMbe C IIeJIbI0 YTOUHCHUS inarHosa [2].

Yposensb yoeautenbHOCTH pekoMenaaiiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB — 5)

KanoObl 1 aHamMHe3 TaKKe OMUCAHBI B pa3feiie "KInHuYecKas KapTuHa'.

2.2. dDusnkanbHoe obcnegoBaHue

- PekomeHryeTcs BceM manueHtam ¢ noao3penueM Ha ['@A i onpeneneHuss KIMHUYECKOU
KapTUHBI TPOBEJICHUE MOJTHOTO KOMIUIEKCHOTO 00CIeI0OBaHUS, BKIIIOUAIOIIETr0 B Ce€0s OLIEHKY:

- QaHTPOTIOMETPHUUECKUX TOKa3aTesnel (BO3MOKHO OHMKEHHOE NMUTaHKe, OTCTaBaHUE B POCTE,
MUKpo1edanus)

- COMaTH4ECKOro craTyca

- HEBPOJIOTMYECKOTO CTaTyca

- IICUXOMOTOPHOTO M PEYEBOTO PA3BUTHA C LEJIBIO BBISBICHUS 3aJEPKKU ICUXOPEUYEBOrO
pa3BHUTHs, OTCTABAHUS B MOTOPHOM Pa3BUTHH, KOTHUTHBHBIX HJIM ICUXUYECKUX HapyiieHui [3].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB — 5)

KomMMeHTapuii: KIMHMYECKH BHUIUMBIE OTKJIOHEHUS, OOYCIOBJICHHbIE HACJIEICTBEHHBIMU
MeTab0IMYEeCKUMH HApYIICHUSIMH, Y HOBOPOXIEHHBIX C (DEHWIKETOHypUEH, Kak MpaBuio,

OTCYTCTBYIOT.
2.3. llabopaTopHble AMarHocTu4yeckme nccrnenoBaHus

- Pexomenayercss mnpoBedeHHE HEOHATAIbHOTO CKPUHUHIA BCEM  HOBOPOXKICHHBIM
(onpenencuue comepkanuss @A B kpoBu mis hopmupoBanus rpymn pucka mo ['PA) [1]. Cxema
HEOHATaJIbHOTO CKPUHUHTA MIPUBE/ICHA B MIPHIIOKEeHUU b

YpoBeHb yOeAUTEIbHOCTH PeKOMeHAaIiK B (YypoBeHb T0CTOBEPHOCTH JOKA3aTEIbCTB — 3)

KommenTtapuu: ckpuHuHroBoe oocienoanue Ha @A oTBeyaeT BceM MPUHATHIM KPUTEPUAM
MIPOBEJICHUSI MACCOBOTO CKPUHHHTA, BKJIIOYAsi COOTHOIICHUE 3aTPAT U BBITOJIBI.

Jlsisi CKpUHWUHTOBOTO WCCIICIOBAHMS HAMPABIISACTCS CyXHE MSATHA KPOBH B YCTAHOBJICHHBIC
CPOKH B CHEIUAIM3HPOBAHHYIO JTAOOPATOPUI0 HEOHATAIBHOTO CKPHHUHTAa KOHKPETHOTO PETHOHA.
Oo6wenpunsrteie pedepercHsie 3HadeHust A kposu 0-120 mxmons/n (0-2 Mr%).

- PexomeHnnayercs ompeneneHue cozaepkanuss @A B KpOBH MAallMEHTaM C TMOJO3PECHHEM Ha
I'®A nmnst uckmrouenus/ycranosneHust [ DA [2].
VYpoBenb yoeautenbHoCTH pekoMenaaru C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

- Pexomennyercs moBTOpHOE ompezaeneHue (perect) conaepxkanus ®A B mepudepuueckoit
KPOBU HOBOPOXICHHBIM JIETSM C TOBBIIICHHBIM ypoBHeM (DA 1o pe3ynbraTaM MEPBHYHOTO TeCTa
s noarBepkaeHust [ DA [3 125].

Yposens yoeaurenbHoCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 3)
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- Pexomennyercs onpenenenue koHueHTpauuu @A u TUpo3MHa B IJ1a3Me KPOBU (TaHIEMHAas
Macc-CIEKTPOMETPHSI) BCEM MalueHTaM Ipu nogo3peHnu Ha DA B 001X BO3PACTHBIX IPYINaX ¢
LENbI0  BBISBJICHUS  TOBBILEHHOW  KoHUeHTpanmuun DA W HapylmIeHUS  COOTHOIICHHUS
(deHnnananus/Tupo3ut [4, 5].

VYpoBeHb yoeauTenbHocTH pekoMenaanu C (YpoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5)

Kommenrapuii: [lpu 'A konnentpanuss @A mnpesbimaer 120 mMxmmons/n (2 mr/mr). B
HOpPME COOTHOIICHUE (CHHUJIATAHUH/TUPO3MH MeHee 1, COOTHOIIeHWe OoJjiee 3 yKa3bpIBaeT Ha
BBICOKYIO BepOsATHOCTh HemoctatouHoctu DAI [4]. Bonee Tspkenbie (OpMbI HETOCTATOYHOCTH
@®AI' ¢ nonHO# TMOTEepell akTUBHOCTH (epMeHTa (HepeaKo Has3biBaeMble "kimaccuyeckord OKVY")
COIPOBOXKIAFOTCS MOBBIIEHHEM KoHIIeHTparmu DA 6oxee 1200 mxmosnb/i (20 mr/mn) [5].

- Pexomenmyercs MoOJEKyIspHO-TeHeTHYeCKoe uccienoBanue renos PAH, PTS, QDPR,
GCHI1, PCBD, SPR, DNAJC12 BceM manuueHTaM ¢ KIHHHYecKUM auartHo3oM OKVY wmu 'OA mis
MOATBEPXK/ICHUSI KIMHMYECKOTO JuarHosa, anddepeHnuanibHOil TUarHOCTUKU M ONpeAeTeHUs
PHCKOB HACJICJICTBEHHOM MMAaTOJIOTHHU B ceMbe [8-13].

VYpoBeHb yoeauTenbHoCTH pekoMenaauu C (YpoBeHb TOCTOBEPHOCTH JJOKA3aTeIbCTB — 4)

KommMmenrapwii:

MounekynspHo-reHeTHueckoe uccienoBanue myranuii B reHe PAH (dbenunkeronypus),
KOMIUJIEKC MCCIEAOBAaHUN JJIsl JIMAarHOCTUKU (EHWJIKETOHYPHUHM BKIIOYEHBI B HOMEHKIIATYpPY
MEJUIIMHCKUX YCIYT.

Anroput™ JIHK-muarnoctuku '@ A npencrasieH B npunoxenun A3.4

MounekynspHo-renernueckas auarHoctuka (JAHK-muarHoctuka) moxeT ObITh NHpoOBEAEHA
CIIEYIOIIUMHU METOIaMU:

1. Iowuck yacTeix Mytaruii rena PAH [8]

2. CexsenupoBanue 1o Cenrepy renoB PAH, PTS, QDPR, GCHI1, PCBD, SPR, DNAJC12

3. IlaHenbHOE, TOJHOZK30MHOE WM  IIOJHOTEHOMHOE  MAacCOBOE€  IapajuleNbHOE

CEKBEHHPOBAHUE C TMOCIIEAYIOIUM OATBEPIKICHHEM PE3yIbTATOB METOJOM CEKBEHHPOBAHHS IO
Cenrepy [9, 10].

Pe3ynbTaThl TeHOTHITMPOBAHKS TPAKTYIOTCS BPaYOM-T€HETHKOM M UCIIOJIB3YIOTCS JIJIS:

1. CeMelHOro KOHCYJIbTHPOBAHHUS, ONPEICIICHUsS PHUCKOB HACICIACTBCHHOW ITATOJIOTHH JIJIs
POJICTBEHHUKOB ITPO0aH 1, MIIAHUPOBAHUS OEPEMEHHOCTH

2. JInddepenmmanpHoin mquarHoctuku OKY, BH4-nedunurnori '®A tumos A, B, C, D,
JNOD A-3aBucumoii mucronnu, He-BH4-nedunurnoit DA [8, 9, 10].

3. Omnpenenenus MMOTEHIMAIBHOMN YyBCTBUTEIHHOCTHU UJIH MOTEHIUATBHOM
He4YyBCTBUTENbHOCTH manueHToB ¢ DKY k tepanum ¢dapMakoIOrHYeCKUMH —aHAJIOTaMu
teTparuapoouonrepuna [11, 12, 13].

Hcxons W3 MaHHBIX TEHOTHIIA MOXHO CYAWTh O TOTCHIIMAIBHOM OTBETE MAIlCHTa Ha
Tepanuo ¢GapMaKoJIOTHYECKUMH aHAJIOTaMu TeTparuapoounonTepuna (canpontepur™**, BHa). Ilpu
YCJIOBHH, YTO TMATOTCHHBIA BapHaHT XOTsI Obl OJHOTO W3 ajuieield MPUBOAMT K (OPMHPOBAHUIO
Oenka-epMeHTa, O0O0NAJAIONMIEr0  OCTAaTOYHOM  aKTHBHOCTBIO, TMAIMEHTY MOXKET  OBbITh
PEKOMEHI0BAHO MPOBEACHNE Harpy3ouHoro Tecta ¢ BH4 (camponrepunom™*).

- Pexomengyercs wuccienoBaHue COACp)KaHHUA NTEPUHOB B MOYE IallUEHTaM C
HEOJTHO3HAYHBIMH Pe3ybTaTaMH MOJIEKYISIPHO-TE€HETUUECKON JUAarHOCTUKH U/UIIM HECOOTBETCTBHE
TSOKECTU KIMHUYECKOM KapTuHbl ypoBHIO PA KpoBH C 1enbio auarHoctuku BH4-nedunutHoi
DA [6, 7].

VYpoBeHs yoeauTenbHOCTH pekoMeHaanu C (YpoBEeHb TIOCTOBEPHOCTH JIOKAa3aTEIbCTB — 5)

Kommenrapuii: /luarHocTruueckue 3HaueHHUs (eHWIaJaHWHA U NTEPUHOB B KPOBH, MOYE U
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CIIMHHOMO3TOBOM JKUJIKOCTH Tpe/icTaBieHbl B npwiokennu A3.3 [6, 7]. [lockonbky nepuuur BH4
oObeuHseT rpymnmny 3a00JeBaHUM, KOTOPHIE MOTYT BBISBISATHCS C IIOMOLIBIO HEOHATAJIHHOTO
ckpuHuHra Ha ['@A, HO He MOTyT OBITh WACHTH(QHUIMPOBAHBI PYTHMHHBIMH CKPUHHHTOBBIMH
METOJIaMH, CEJIEKTUBHBIM CKpUHUHT Ha nepuuut BH4 HeoOXoauMm KakaoMy HOBOPOXKICHHOMY C
ypoBHeM (eHHIaNaHNHa B 1a3Me Boime 120 MM/, a Takke netsM crapiiero Bo3pacta ¢ [DA u
HEBPOJIOTUYECKUMU CUMIITOMaMU.

- Pexomenayercs mpoBEJCHUE HArPYy309YHOTO TECTA C CAlPONTEPHHOM ™ * (B TeUCHHE HE MEHEe
48-gacoB) mamMeHTaM cTapiie roja ¢ MyranusmMu B reHe PAH, KoTopble acCOIMHUPOBAHBI C
qyBCTBHUTEIHHOCTRIO K BH4 mist onpenenenus orBera Ha kodakrtopHyro Teparmuto [3, 11, 12, 13,
15].

VYposens yoeautenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTENIbCTB — 5).

- PexomenyeTcs Uconb30BaTh MAaKCUMAIBHYIO JJO3UPOBKY campornrepuHa™* (20 mr/kr) mis
MIPOBEJICHUS] HArPY304YHOI'O TECTa Y BCEX MAIlMEHTOB C LIENbI0 0oJjiee 0ObEKTUBHOM OIIEHKH OTBETa
[3, 5-7].

VYposens yoeaurenbHOCTH pekoMeHaauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 4).

- He pexomenayercs onpenenenne aktuBHOCTH depmerTa AL B nmeuenn nmanueHaTam ¢ [OA
U1l CKDHHUHTA WJTH JIPYTUX JUArHOCTHYECKUX TeCTOB [4].

VYposens yoeaurenbHoCTH pekoMenaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5)

Kommenrtapun: AktuBHOCTH (hepmeHTa DAIT MOXKET OBITH OIpenereHa TOJBKO B TKAaHAX
MEYeHHU U TOYEK, MOJTYYEHHBIX B pe3yibTare Ouomncuu. BBHUly MHBa3MBHOCTH M BBICOKHX PHUCKOB
OCJIO)KHEHHUH METOJ] HE UCTIOJIBb3YETCs [Tl CKPUHMHTA WK IPYTUX JHArHOCTHYECKUX TECTOB [4].

- Pexomenmyercsi KOHTpOJIb 0OmIET0 (KIMHUYECKOTO) aHaiu3a KpPOBH Pa3BEPHYTOTO
(reMOrJIOONH, KOJHMYECTBO OSPHUTPOLUTOB, IIBETOBOW TMOKa3aTeib, KOJWYECTBO JICHKOIIUTOB,
TPOMOOIIMTOB, JIeWKONHMTAapHass ¢GOpMyTa W CKOPOCTh OCEJaHUs DJPUTPOIMTOB), OOIIETro
(KTMHUYECKOTO) aHaiM3a MOYM, OMOXMMHUYECKOTO aHalin3a KpoBH (TIIFOKO3a, OOmui OelokK,
OcenkoBeie  (pakmmu  (McclemOBaHWE  yYPOBHA — albOyMHHAa B KPOBH,  OIIpejelieHHE
anbOYMUH/TJIOOYIMHOBOTO  COOTHOIICHHUSIT B  KPOBHW), OOmMMA OWIUPYOWH, XOJIECTEpPHH,
TPUIJIMLIEPUBI, JIMIONPOTEHIBI HU3KOH H BBICOKOW IUIOTHOCTH (HCCJIECIOBAaHUE YPOBHS
JUTONIPOTCHHOB B KpOBH), HIeJI0YHAS ¢docdara3za, KpPEaTUHWH, MOYEBHHA,
amannHamuHoTpancdepaza (AJIT), acmapratamuHorpanchepaza (ACT), xanpiuid oOmMH U
WOHU3UPOBAHHBIN, HATPUH, KAJIUH, HEOPraHUIecKui Gocdop, xene3o u GeppuTHH) NaMESHTAM MIPH
MPOBEJCHUU HArpy304YHOTO TECTa C CAPONTEPHUHOM** JUIsi OI[CHKH (DYHKIIMOHAIBLHOTO COCTOSIHUS
BHYTPEHHUX OPraHOB U HyTPUTHBHOTO cTaTyca naruenta [15, 16, 87]

VYpoBenb yoeautenbHocTH pekoMenaaiuu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

- Pexomenyercs uccnenoBanue oOuiero (KIMHUYECKOT0) aHallu3a KPOBH BCEM MAI[MEHTaM C
I'DA nns OLIEHKH OCHOBHBIX IapaMEeTPOB KPOBETBOPEHHUS U HAJIMUHUS BOCIAIUTENBHBIX MPOLIECCOB
[16, 44, 119-121].

VYpoBeHb yOeAUTETbHOCTH peKOMeHAaIuii A (YpOBEHb TOCTOBEPHOCTH JI0KA3aTEIbCTB — 2)

- Pexomenayercs uccnenoBanue oomero (KIMHHYECKOTO) aHallM3a MOYM BCEM IMAllMeHTaM C
I'®A ¢ uenbto BoisiBaeHUs kpuctamtypuu [90, 93].
VYpoBeHb yoeauTeabHOCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

- PexomennoBano mnamuentam ¢ ['DA mnpoBeneHne OMOXMMHUYECKOTO aHaIM3a KpPOBH
(comeprkaHue TIOKO3bI, o0mIero Genka, OEIKOBBIX (ppakiuii, obmero OUIMpPyOHHa, X0JIECTEPHHA,
TPUTJIMLEPUAOB, JIMIONPOTEHIOB HU3KOM M BBICOKOH IUIOTHOCTH (MCCIIEZOBAaHUE YPOBHS
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JIUIONIPOTEUHOB B KpOBH), I1EJI0YHOM ¢docdarassl, KpeaTUHUHA, MOYEBHUHBI,
anmannHamuHoTpancgepassl (AJIT), acmapratammaoTpanchepassr (ACT), kampiust oOmero u
MOHM3MPOBAHHOTO, HATPUA, KaJlus, HEOpraHmdeckoro Qocdopa, xenesa, (eppuTHHA), YPOBHS
OCHOBHOTO MeTabonuTa ButamuHa D B kpoBu (uccnenoBanue ypoBHs 25-OH Butamuna /| B KpoBH)
u BuTamuHa Biz (1mmanokoOanamuH), (oMeBO KHCIOTHI C IETBI0 OIEHKH COCTOSHHS TICYCHH,
nouek, Oajnanca BaKHEHITNX HYTPUEHTOB IPH JUETOTEPANNH, KaJbIHeBO-(pochopHOro oOMeHa u
BBISIBJICHUS] OTKJIOHCHUN BaXKHBIX OMOXMMHYECKUX MOKa3aTelNeH s NanbHeHIel koppeknuu [ 16,
44-49, 83, 90, 94, 95, 121].
YposeHs yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTe/IbCTB — 4)

- PexomeHnnyercs uccienoBaHue ypOBHS TOMOLIMCTEMHA B KpoBH manueHtaM ¢ ['®A mo
MOKA3aHUsIM C LIENBIO OLIEHKH PUCKA Pa3BUTHUS CEPICUHO-COCYAUCThIX 3a0oneBanuii [16, 111, 112].
Yposens yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JO0CTOBEPHOCTH J0Ka3aTeIbCTB — 4)

- Pexomenpayetcs ompeeneHre COOTHOLIEHUs (peHUIaTaHuHA/TUpO3UHA KeHIIuHaM ¢ DA
NP  HACTYIUICHUH OEPEMEHHOCTH C IIEeJbI0 CBOEBPEMEHHOM JAMArHOCTUKU/TPEIYIPEkKICHUS
SIBIICHH, BBI3BAaHHBIX Je()UIIUTOM THPO3HHA/U30bITKOM (eHmnananuna [16, 72-74, 101-103, 113].

VYposens yoeaurenbHoCTH pekoMeraaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 4).

KommenTapun: nmpu mpuUMEHEHUN OTPaHUYUTEIIBHONW AUETHl BO3MOXKHO pa3BUTHE AePHUITUTA
HE3aMEHUMBIX aMHUHOKHCIIOT, B YaCTHOCTH — THpO3WHa. VcciemoBanue MpPOBOIUTCS METOJIOM
TaHJIEMHOW MacC-CIIEKTPOMETPHH.

- PexoMenamyercs wucciegoBaHHE YpPOBHSI TJIIOKO3bI B KpOBH >KeHIIMHaM ¢ ['DA mnpu
HACTYIUICHHH OEPEMEHHOCTH C LEIbI0 KOPPEKIIUH Tepanuu [72].
Yposens yoeaurenbHoCTH pekoMenaaiiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeIbCTB — 4)

2.4. MHCprMeHTaHbeIe AnarHoctu4yeckme nccriegosaHus

- Pexomenpgyercst nposenenue MPT rojsoBHoro mosra (Hapko3 — IO MOKa3aHUsIM) MallMeHTaM
co Bcemu ¢opmamu ['OA mpu HAIUYUKM Y HUX HEBPOJIOTMUYECKON CUMITOMATHKHU JUISL BBISBIICHUS
IIPOrPECCUPYIOIINX H3MEHEHUH Oetoro BemecTsa Mosra [ 14, 45].

YpoBeHb yOeAUTEIbHOCTH PeKOMEeHAaIiK B (YypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 3)

Kommenrapuii: y 90% mnauuentoB ¢ 'OA nHalmronaercss mporpeccupymoiiee MopakeHue
0enoro BemlecTBa MO3ra Jake IMPH OTCYTCTBUM HEBpPOJIOTHMUYECKUX HapymieHuid. C Bo3pacToMm y
HeJeUeHBIX WM YIIEAIUX C AUEThl nanueHToB u3Menenuss Ha MPT Gosnee Boipakensl. Cuntaercs,
YTO BBICOKMI ypoBeHb DA y HeJEUEHBIX MAIUEHTOB MPEMSATCTBYET MHUEIMHU3AIUU HEUPOHOB
MO03ra, B TO BpeMs Kak B Cly4yae paHHEro JedeHus (HOpMHUpPOBAHHE MHUEIMHA HE HapyIlaeTcs.
[ToBpexxaeHre MHETUHOBONH OOOJIOUKH MOXKET MPOMCXOJUTH MOJ BiHsHUEeM MoBbiieHUs DA Ha
¢dboHe pacmmMpeHuss WIM OTKa3a OT AMEThI, a TaKKe B pe3yiabTare HHU3KONH KOMIUIAEHTHOCTH
naruenTa [14]

- Pexomenayercs KT ronoBHoro mosra gersm ¢ BH4-nepunurnoit I'dPA (napko3 — mo
MOKa3aHMUsIM) TPU HAJTUYUU HEBPOJIOTUYECKOM CHUMMOTOMATUKU Ui BBISBICHUS KalbLH(PHUKATOB
[108].

VpoBeHb yoeauTenpHoCTH 10ka3aTeabcTB C (YpOBEHb JOCTOBEPHOCTH peKOMEH AN — 4)

KomMmeHTapuii: mpu OTCYTCTBUM JIedyeHHMS B 0a3aJbHBIX TaHIJIUSAX TOJOBHOTO MO3ra
dopmMupyroTCs  KaJdbIM(UKATBI, KOTOpble MOTYT OBITh OOHApy)KeHbl MpPH KOMIBIOTEPHOM
toMorpaduu. VccrnenoBanue 0ObIYHO MPOBOAUTCS JETAM cTapiie 3 jeT. Y MalueHTOB ¢ OTKPBITHIM
poranukoM ¢ ['DA BO3MOXKHO MpoBeneHUE HEUpOCOHOrpaduu il BBISBICHHUS IaTOJOTHH
TOJIOBHOTO MO3ra
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- Pexomenpgyercs mpoBeneHue snekrposHuedanorpadum (33I) u III-moHMTOpUHTA
nanueHTtaM co Bcemu ¢opmamu ['@A mpu HaTMUMM HEBPOJOTMYECKOW CHUMOTOMATHKH IS
BBISIBJICHUS SMTUIICNITUYECKON akTuBHOCTH [16, 91].

YposeHb yoeaurenbHoCTH pekoMenaaiuu C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeNIbCTB — 4)

- PexomeHnyercss mNpoBeNEHHE WHCTPYMEHTAJIbHBIX OOCIIE€OBaHUI IOYEK, IE€YECHHU,
MOJDKENTYI0OYHON JKeJe3bl COTVIACHO PEKOMEHIAIMSM 110 JUCMETa0OIMYeCKHUM He(pOmaTHsM,
MOYEKaMEHHON 00Jie3HH, MeTaboIMYeCKOMY CHHIPOMY B CBSI3U C BBICOKOH BEpOSITHOCTBIO
pa3BuTHs y mnanueHtoB ¢ ['PA mopakeHus MOYEK, METaOOJMYECKOro CHHIpPOMA C IEINbI0
CBOEBPEMCHHOM JIMarHOCTHKH U TEpaIvu JaHHbIX coctostauit. [99, 109].

VYposens yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTENIbCTB — 4).

KoMMeHTapuu: 0OBIYHO B KauyeCTBE CKPUHUHI-TUArHOCTHKM U JAMHAMHUYECKOTO KOHTPOJIS
MIPOBOJUTCS YABTpa3ByKoBoe uccienoBanue (Y3M) opranoB OpromIHONM MOJOCTH (KOMIUIEKCHOE) U
noyek narueHTam ¢ ['@A ansa BeIsBIeHUS AUCMeTa00oIMYecKuX HedpomnaTuii, HePpoKaIbIIMHO3A,
W3MEHEHUH CO CTOPOHBI IEYEHH U MOJDKEITYA0YHOM KeIe3bl

- PexomeHayercs  umccienoBaHME ~— MMHEPAIBHOM  INIOTHOCTHM  KOCTHOM — TKaHU — —
(PenTreHoseHcuTOMETpHS) Y MAMEHTOB CTapuie 5 JeT Al JUarHOCTHUKU OCTEOTIOPO3a, BBISIBICHUS
IPYIIIbI PUCKA TI0 OCTEOTIOPO3Y M NPUHSATHS npodunakTudeckux mep [48, 50].

VYpoBeHb yoeauTenbHOCTH pekomenaaiuii C (YpoBeHb IOCTOBEPHOCTH JOKA3aTEIbCTB — 2)

- Pexomenayercss mpoBeneHHWE WHCTPYMEHTAIBHBIX OOCIEJOBAaHUNH B COOTBETCTBUH C
PEKOMEHAALUAMH 10 aTePOCKIEPO3y M HIIEMHYECKON OO0JIe3HU cepilia B CBA3M C 0oJiee 4acThIM
BBISIBICHUEM JaHHOW MaTOJIOTUM y manueHToB ¢ ['DA 11 CBOEBPEMEHHON JUArHOCTUKH U
crapTa/koppekuuu Tepamnuu [83, 99].

YpoBeHb yoeauTeIbHOCTH J0Ka3aTeibeTB C (YpOBEHB TOCTOBEPHOCTH pEKOMEHIANH — 4).

KommenTapwmii: nmpoBoauTcs anekTpokapauorpadusi manueHtam co Bcemu (opmamu ['OA,
MpU HEOOXOMMOCTH, TI0 TIOKa3aHUSIM, dXOKapauorpadus.

- PexoMeHyeTcs mpoBeieHre 3ICKTPOKapAHOTrpadru 1/HIN dXOKapAHorpadru MalueHTaM ¢
HapylIeHHeM OOMEHa TeTparuaApoOHONTEpUHA, MOJYJYAOIIUM JIOMAMHHEPTUYECKUE TpenapaTsl
IEJIbI0 KOHTPOJIs T000UHBIX 3(dexToB eyenus [87].

VYpoBeHb yOoeauTeabHOCTH A0ka3aTenbeTB C (ypoBeHb JOCTOBEPHOCTH PEKOMEHAAINH — 5).

- PexoMeHayeTcss mpoBeA€HHE HKCHEPTHOTO YABTPA3BYKOBOTO HCCIEIOBaHUS ILJI0J]A
xeHmuHaM ¢ DA npu 6epeMeHHOCTH C IENbI0 UCKITIOYCHHs] BPOKJICHHBIX aHOMAUI pa3BUTHUS
wiona [29, 72-74, 110, 114].

VYpoBeHb yOeaUTeIbHOCTH A0Ka3aTenbeTB C (YypOBEHb JOCTOBEPHOCTH PEKOMEHAAINH — 4)

Kommenrtapuu: mnpu wmatepunckod DKY mnpoBoauTcss CKPUHHHTOBOE YIbTPa3BYKOBOE
nccaeaoBaHue npu cpokax oepemeHHocTH 11-14 Henens, 18-21 Henento u 30-34 Henenu, a TaKkxke
JOTIOTHUTENBHO B Cpok 15-16 Hemenp u 25-26 Hemenb OepemeHHocTH (coriacHo Ilpukasy
MunucrepcerBa 31paBooxpaHeHus PO ot 1 HosOps 2012 r. N 5721 "O6 yrBepxkaenuu [lopsaka
OKa3aHUs MEIUIIMHCKOW MoMOImHK 1Mo TpodwiIro "akylmepcTBO W THHEKOJOTus" U MHEHHIO
AKCIEPTOB).

2.5. Hble gnarHocTn4yeckune nccnenoBaHus

KOHCYJILT&LII/II/I CIICHUAJIMCTOB MOT'YT OKa3bIBATHCS MAOUCHTAM Ha PA3HbIX 3TallaX OKa3aHUWA
MEIUIIMHCKOM moMoIuI1, B TOM 4MCJIC B ICPUOJ TUATHOCTUKHU 3a00JI€BaHMUS.

- Pexomena0BaHO npueM Bpavda-réHCTHKAa MMallUCHTAM C YCTAHOBJICHHBIM OHAIHO30M I'dA ¢
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94acTOTOM, COOTBETCTBYIOLIEH BO3pacTy MalMeHTa sl KOHCYIbTHPOBaHUS (cOOp aHamMHe3a W
XKano0; COCTaBICHHE POJOCIOBHON; BU3yaJbHOE HMCCIEIOBAHHUE C MPOBEICHHEM aHTPOIOMETPHUU:
U3MEpPEHHE pOCTa, Beca, OKPYKHOCTU TOJIOBBI), HAa3HAYCHHS W KOPPEKUUH TUETOTEpaIvy,
OCYIIECTBIICHHSI KOHTPOJIS 3a aJICKBATHOCTBIO €€ BhIMOJIHEHHS [16].

YpoBeHb yoeauTenbHOCTH pekoMeHaanuu C (YypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

KommenTtapun: nepBuyHoe 00ciieZjoBaHNE MAIeHTa JTOJDKHO OBITh MPOBEJCHO HE MO3aHEE 3
Helenb OKU3HM pebeHka. OnTuUMalbHas 4YacToTa HAOMIOJEHMs, COIJIACHO €BPONEHCKUM
PEKOMEHIALUSM:

- B Bo3pacrte 10 1 roga — He pexe 1 pasza B 2 mecsiia

-c 1 roma no 12 net — He pexe 1 pa3a B 6 mecsieB

- ¢ 12 no 18 net — He pexe 1 paza B 6 mecsIieB

- ctapiie 18 et — He pexe 1 paza B ron

- mpu OepeMEeHHOCTH — He pexke | pa3a B Tpumectp [16].

CornacHO MHEHHWIO paboueld TpYMIbl POCCHMCKUX JKCHEPTOB, IEIECO00pa3HO MPOBOIAUTH
0osee yactoe HaOIIOJEHNE MAllMEHTOB B Bo3pacTe 10 1 rosna — He pexe 1 pasa B mecsn, ¢ 1 roga —
He pexxe 1 pa3a B 3 Mmecsdua, y OepeMEeHHbIX — B 3aBUCMOCTH OT CpOKa recTalluu, He pexke 1 pas3a B
2 Hepenu

Ecmm 370 He MOXeT OBITh BBITIOJHEHO BBHIY YIAJICHHOCTH MECTa JKUTEIbCTBA peOeHKa, ¢
MAIMEHTOM JI0JDKHA ObITh HaJa)KeHA TEJIEKOMMYHUKAI[MOHHAs CBs3b [16].

JUis TOBBIIIEHUS] KOMIUIAGHTHOCTHM C 3aKOHHBIMU TIpeAcTaBUTENsIMH peOeHka ¢ ['DA
BO3MOJKHO 3arojHeHne HHPOPMUPOBAHHOTO COTJIACHS O HEOOXOAUMOCTH COOIIOIeHUs TPeOOBaHUIA
Bpaua u seuenus (I[Ipunoxenne A3.5).

- PekoMmeni0BaHa KOHCYNbTallMs Bpaya-T€HETHKAa MOBTOPHAs MAlMEHTaM C YCTaHOBJIEHHBIM
muarao3oMm 'DA ¢ 4acToTON, COOTBETCTBYIOINIECH BO3PACTY MAlUEHTA JJIsl KOHCYJIBTHPOBaHUS (cOOP
aHamHe3a U Kajio0; BU3yalbHOE UCCIIEIOBAHUE C IPOBEICHUEM aHTPOMOMETPUHN: U3MEPEHHUE POCTa,
Beca, OKPY>KHOCTHU TOJIOBBI), HA3HAUYEHUS U KOPPEKIMH AUETOTEpAlH, OCYLUIECTBICHUS KOHTPOJIS
3a aJICKBAaTHOCTBIO €€ BBITIOJIHEHHSI, Pa3bsICHEHUS PE3y/IbTaTOB J1ab0paTOpHOTO TecThpoBaHus [16].

VYpoBenb yoeauTenbHoCTH pekoMenaauu C (YypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomenoBaHa KOHCY/IbTAIlMsl Bpada-aueTosiora (IIpHu MEpBUYHOM OOCIICIOBAHUU M J1ajiee
He pexke | paza B o) ManMeHTaM C yCTAHOBJIEHHBIM jauarHo3oM ['DA ais JONOJHUTETHHOU
KOPpEKIUH quetoTepanuu [16].

VYpoBeHb yoeauTeabHoCTH pekoMeHaaiuu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMmMeHTapuu: KOHCynbpTalMsl Bpauda-IHeTosiora MOoKa3aHa MalMeHTaM C LEeJIbl0 OKa3aHUus
CHeIHaATM3UPOBAHHON MEIUIIMHCKOM momouu. Ecnu B mTaTHOM pacnmucaHUM OTCYTCTBYET Bpay-
JMETOJIOT, KOHCYJIbTUPOBAHHE M0 TUETOTEPANH MTPOBOJUT BpaU-T€HETHK

- PekomeHt0BaHa KOHCY/IBTAIUS Bpadya-qUeToJIora MOBTOPHAS MAIMEHTaM C YCTAHOBJICHHBIM
nuarno3oM '@ A st ouenku 3¢ (GeKTHBHOCTH aueThl [16].
VYpoBenb yoeautenbHoCTH pekoMeraauu C (ypoBeHb TOCTOBEPHOCTH 0KA3aTEIbCTB — 5).

- PekomMeH10BaHa KOHCY/IBTAIUS Bpada-TienaTpa JCTSIM C YCTAHOBJICHHBIM JUarto3om ['OA
Ka)/ible 6 MECSIIEB ISl OIICHKH OOIIET0 COCTOSIHUS 3/I0POBbS U OMPEICIICHHs TAKTUKHU JTaTbHEHIIeH
tepanuu [16].

YpoBenb yoeautenbHOCTH pekoMeraauu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomeH0BaHa KOHCyJIbTalUsl Bpada-TepaneBTa [uld IalMeHTa crapmie 18 jer ¢
yCTaHOBJIEHHBIM JarHo3oM ['DA kaxxzpie 6 MecsIeB Ui OLEHKH OOIIero COCTOSHUS 3/10pOBbs U
OTIpeeTICHUs] TAKTUKY JajbHe el Tepanun [16].
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VYpoBeHb yoeauTenbHOCTH pekoMmeHaanuu C (YypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- PexomennoBana KOHCYNbTaIMsl Bpadya-T€HETHKA B3POCIBIM MAIMEHTaM C YCTAaHOBJICHHBIM
muarHozoM ['@A ¢ menbio oOcyxzaeHuss Bompoca o Heobxomumoctu nposeneHus JHK-
TECTHPOBAHUS TapTHEpPY, JMJaHbl PEKOMEHJAIWU 10 MPEArPaBHIAPHON IMOATOTOBKE TEpen
IUIaHKUpOBaHKeM OepeMeHHocTH [ 72-74, 110, 126].

YpoBeHb yOeaAuTeTbHOCTH peKOMeHAauu A (YpOBEHb JOCTOBEPHOCTH JIOKA3aTEIbCTB 3).

- PexomentoBano naruenTam ¢ @A koHCYIbTaIMS Bpada-Kapauoiora/KapIuoJiora JeTCKOro
U KapAWOJOTMYecKoe oOcieaoBaHre, BKIIOYAIONIee dXoKapauorpadguio (IpU MEPBHYHOM
oOcienoBaHUM M Jlajiee MO TMoKazaHWsM npu uzMeHeHusx Ha OKI'), g cBoeBpeMeHHOro
BBISIBJICHUS M/WJIM MOHUTOPHHTA KapAMOJIOTHYeCKUX u3MeHenuit [4, 5, 16, 45, 83].

VYposens yoeautenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTENIbCTB — 5).

- PexomennoBano mamuernraM ¢ ['®DPA 1o mokazaHUSM  KOHCYJIbTAallMsl — Bpaya-
KapAMoJora/kapauosiora JETCKOrOo TOBTOpHAs JJsl OLEHKU BBISABIEHHBIX KapAHOJIOTHYECKHX
WU3MEHEHUIT U peleHus Bonpoca o Tepanuu [4, 5, 16, 45, 83].

VYposens yoeaurenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PexomennoBano mamuentam ¢ ['@A mo mokazaHUsSIM KOHCYJbTAIlMsl Bpada-HEBPOJOTa s
CBOEBPEMEHHOTO BBISIBIICHUS M/UJIM MOHUTOPHUHTA HEBPOJOTHUECKUX U3MeHEeH Ui [16].
VYposens yoeaurenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- PexomenpoBano mnamueHtam ¢ ['OA mo mnoka3zaHWsIM KOHCYJIbTAllMs Bpada-HEBPOJIOTa
MOBTOpPHAsl C IIEJIbI0 KOPPEKIUHU BBISBICHHBIX HEBPOJOTMYECKUMX H3MEHEHMH W OMpeeeHHs
JTanbHEHINEeH TaKTUKH JieueHus [16].

Yposens yoeaurenbHoCTH pekoMeHaaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PekxomenioBano BceM marmueHTam ¢ ['@A ocmotp BpadyoM-oTanbMoiorom (pu MEpBUYHOM
oOciiefloBaHUM M Janee HEe pexxe | pasa B 3 roja), BKIHOUAIONIMKA 00CIEOBaHUE TIIa3HOTO JIHA
(0(hTaIbMOCKOITHH) C IEIbIO BBISABICHHUS T1a3HOM matooruu [16].

VYpoBenb yoeauTenbHocTH pekoMenaamuu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexoMenjoBaHa KOHCYJIbTAIlMs Bpada-TaCTPOIHTEPOJOra IMAMEeHTaM C YCTaHOBJICHHBIM
muarHozoM ['DA mpu HamuyuM TOKa3aHUW C IENbI0 BBISIBICHHUS TaCTPOIHTEPOJIOTHUSCKHUX
HapYIICHUH U ONIpeIeNICH s TaJIbHEeHIIel TakTuku JiedeHus [16].

VYpoBenb yoeautenbHocTH pekoMenaamuu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PekoMeHi0BaHa KOHCYNbTAIMS Bpaya-TICUXUaTpa MalUeHTaM C YCTAHOBJICHHBIM JUAarHO30M
DA 1st OLICHKH IICUXUATPUIECKOTO CTaTyca P HaTMYUK Moka3aHuii [16]
VYpoBenb yoeauTenbHocTH pekoMenaaruu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexoMeH10BaHa KOHCYNbTAllMs Bpaua-TCUXUaTpa MOBTOPHAS MAllMEHTaM C YCTaHOBJICHHBIM
nuarHo3oM ['@A mo mokazaHusM A7 KOPPEKIMU BBISBICHHBIX MCHUXUATPUUYECKUX HAPYIICHUN U
OTIpeieNIeHus albHelIIeld TakTuky jeueHus [16]

VYpoBens yoeautenbHoCTH pekoMenaau C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomeHsoBaHa KOHCYIbTALUS MEIUIIMHCKOTO TCUXOJIOTa MallMeHTaM C YCTaHOBJIEHHBIM
nuarHo3oM ['DA 1 OHEHKHM W KOPPEKIMH TICHXOJOTHYECKOTO COCTOSHHS U TCHUXOJOrOo-
neIaroruueckoro conpoBoxkacaus cembu |30, 51, 52, 77].

YposeHs yoeaurenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 3).
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KOMMGHTapI/II/II nanmucHTaMm H€O6XOI[I/IMO TCCTUPOBAHUC II0 YTBCPXKACHHBIM MCTOJUKAM JJISA
OMpCACIICHUA MHTCIIJICKTYAJIbHOTO Pa3BUTHUA.

- PeKOMeHHOBaHa KOHchIBTaI_II/ISI MCOAUIIMHCKOT'O IICHUXOJIora HOBTOpHaSI magueHraMm ¢
YCTaHOBJIeHHI)IM JOIUAarHo3omM FCDA HpI/I HAaJINYHN HOKa3aHI/II\/JI JIA IICUXOJIOTO-IICAArOTUYECCKOT O
conpoBoxaeHus cembu [30, 51, 52, 77].

Yposens yoeaurenbHoCTH pekoMenaaiui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIIbCTB — 5).

KOMMGHTapI/II/IZ IICUXOJIOTHYECCKAasd IMOMOIIb IMaguCHTaAM MOXET HOTpe6OBaTI) Kpr 3aH$ITI/If/'I —B
3aBUCUMOCTH OT I/IHIII/IBI/IIlya.HBHBIX OCO6€HHOCT€I71 ITalIgMeHTa U CEMbU.

- PexomennoBano mnamueHtam ¢ I'@A KoHCynbTalMs Bpada-cypJoJiora MO TMOKa3aHWSIM C
LEIbI0 MCKJIFOUEHUSI HapyLIEHUs cilyXa y peOeHKa ¢ 3aJiepKKOH TEMIIOB IICUXOPEYEBOTO Pa3BUTHUS
[88].

YpoBeHb yOeAUTEIBHOCTH PeKOMeHIaIiui B (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 3).

- PexomenmoBano mnamueHtaM ¢ ['DA KoOHCynbTalus Bpaya-JAepMarojora ¢ Ielblo
AWXArHOCTUKH IIaTOJIOTMKU KOKHBIX IMOKPOBOB H Hon6opa palrOHAJIBHOIO JICYHCHHA NPH HAJTWUYHNHU
nokasanwuii [78].

Yposens yoeaurenbHoCTH pekoMeHaauu C (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomenpoBano mnarmuentam ¢ ['DA koHCymbTanusi Bpada->HAOKPHHOJIOTA C IIENBIO
YTOUHECHHUs HapylIeHus QYHKIMHA YHIOKPHHHOW CHCTEMBI TIPU HAIMYKY roka3anuii [ 3, 84, 85].
Yposens yoeaurenbHOCTH pekoMeHaaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PexomenmoBano mnarueHTtaM ¢ ['D@A KoOHCymbTamus Bpada-(pU3HOTEpaneBTa C IENbI0
COCTaBJICHHUS TUIaHa (PU3MOTEPANEeBTUUECKHUX MMPOLIEAYP IPH HAIMYKMU TOKa3aHui [86].
Yposens yoeaurenbHoCTH pekoMeHaaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PexomennoBano sxeHmuHamM ¢ @A BO Bpems OepeMEHHOCTH HAOJIOJIEHWE Yy aKyliepa-
THHEKOJIOTa M Bpaya-TeHETHKa C IeJIbI0 KOPPEKIHUU Tepanuu U KouTpoist @A kposu [29, 72-74].
VYpoBenb yoeauTeabHoCTH pekoMenaamuu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

3. JleyeHue

OcHoBHasl 11eJIb JICUEHUS] — HOPMaJIbHOE€ HEHPOKOTHUTUBHOE U (PM3NYECKOE PAa3BUTHUE, a TAKKE
MICUXOCOIMANbHAS aJanTalusl nanueHTa. JlydmuM crnocoOoM AOCTHXKEHHs 3TOM LeiH SBISETCS
CHIDKEHHME W PErylspHBbId KOHTposb conepkanuss @A B kpoBu mamueHta DA u crpemiieHue
COXPaHATH ATOT MOKa3aTesb B IIEJIEBOM TepareBTUUECKOM auana3oHe. Begenue namueHroB ¢ [OA
MpeanoyaraeT MyJAbTHAUCUUIUIMHAPHBIA TOAX0A C 00sg3aTeNbHBIM y4acTHEM TI'E€HETHKOB,
JMETOJIOTOB,  TEPaleBTOB, IMEIUWAaTPOB, HEBPOJOrOB, KapAHOJOrOB, TacTPOSHTEPOJIOTOB,
MEJHUIIMHCKUX TICUXOJIOTOB, MCUXUATPOB, (U3NOTEPANEBTOB, DHJIOKPUHOJOIOB W Bpadeil APyrux
CTENUAIBHOCTEH, MMEIOIIHX OIBIT B JICYEHUH 3TOTO peaKoro 3aboneBanus [16].

- PekoMeHnyeTcs BceM ManyeHTaM HauWHATh JUETOTEPANHio C OTpaHnYeHUuEM IHieBoro A
KaK MOKHO paHblie (0 3-X Heleb KU3HU) T0CTIe YCTAaHOBIIGHUS TUArH03a, YT00bI MPEeI0TBPATUTh
MOBPEKICHHE [ICHTPAIbHON HEpBHOM cucTemsl [16, 17, 18, 96].

VYpoBeHb yoeauTenbHoCTH pekoMeraaru C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KomMmMeHTapun: OONBIIMHCTBO CHEIMATMCTOB CYUTAET, YTO JICUEHHE HOBOPOKIACHHBIX CIIEeTyeT
HAYMHATh JIO JOCTIXeHus Bo3pacta 10 el [16]. YuuthiBas, uTo 3ajepikka Havyasia JICUCHHUS Ha
Kaxaple 4 Helenu NPUBOAWIA K CHIDKCHHIO Tokazarens 1Q mpumepno Ha 4 Oamna [18],
1enecooOpa3Ho HAYUHATH JICUCHUE HE TMO3HEE 3-X Heelb KU3HU.
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- PexoMmeHyeTcs BceM ManueHTaM Ha4MHATh JIedeHue, Koraa KonueHTpanus @A B KpoBu >=
360 MKMOJIB/T 4TOOBI M30€KaTh OTPULATEILHOTO BO3/AEHCTBHS MOBBIIICHHOTO cojaepkaHus A u
ero MeTaboJIMTOB Ha HEPBHYIO cuctemy [4, 16].

VpoBenb yoeautensHOCTH pekoMenaanuu C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

KommeHTapun: He cienyeT Ha3HayaTh JICYCHHWE paHee HeNCYEeHBIM IMAllMeHTaM, MMEIOLUM

xonnenTpamuio ®A kpoBu = 360 MkMOib/1. He06X0AMMO OCYIIECTBIATE PEryIsPHBIA KOHTPOIb
@A KpoBH y 3TUX HNAIMEHTOB Ui TOTO, YTOOBI MPH MOBHIIICHUN YpoBHSI DA BOBpeMs Ha3HAYUThH
neuenue [16].

- Pexomeniyercs mokM3HEHHOE IPOBEACHNE JUeTOTepanuy BeceM nanueHTam ¢ ['DA c nenbro
MpOQUIAKTUKY TMOBPEXKIACHUM LEHTPAaJbHOM HEPBHOW CHUCTEMBbI M YIYULIEHHS COLMAIbHOM
amanrarmu [17].

Yposenb yoeaurenbHOCTH pekoMeraaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KomMMeHTapuu: uccienoBanus Mokasail, YTO MOJyIepKaHne KOHIeHTpauu A KpoBU HUXKeE
360 MKMOJIB/1 y manueHToB ¢ poxaeHus a0 12 ner u 400-600 MxMoub/1 y manueHToB crapiie 12
JeT W B3pOCIBIX IMO3BOJIAET COXPAHWUTh YAOBIETBOPUTENbHOE HEHPOKOTHUTUBHOE DAa3BUTHE,
a/IeKBaTHYIO CKOPOCTb BOCHPUATUS MHPOpPMAIMN U COXpaHEHUE MCUXOCOLUANbHbIX (yHKIUH. B
CBSI3M C ATHUM PEKOMEHAYETCs MOKM3HEHHOE IMPOBEJICHUE JICYEHHUS, B TOM YHCIIE IMOKU3HEHHOE
ClIeJOBaHUE TUETHYECKUM OTPAaHMYEHUSM C MCIIOJIb30BAaHHEM CIEIUAIN3UPOBAHHBIX 3aMEHHUTENEH
OeJka, ICTOYHUKOB BUTAMHHOB U MuHepasios [19].

3.1. KoHcepBaTMBHOE fneYyeHue

3.1.1. AueToTepanus

- Pekomennyercs nnsg nanueHToB ¢ @AIl-3aBucumoit '@A Ha3HaueHHE MATOrE€HETUYECKH
000CHOBAaHHOH THMNO(EHUIATIAHUHOBON JTUETHI C LETbI0 OrpaHUYeHUs TocTyruieHuss PA ¢ numen
[20].

VYpoBenb yoeautenbHoCTH pekomenaauu C (YypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMmeHTapuu: muetoTepanisi OCHOBaHa Ha pe3KoM orpaHndeHun DA B palyioHe MalMeHTOB
32 CUET HCKJIOUEHHS BBICOKOOEJIKOBBIX IMPOIYKTOB W WX 3aMEIICHUH CHEIUATU3HPOBAHHBIMH
JIeYeOHBIMH TPOYKTAMH, YaCTUYHO WJIM TOJHOCTBIO JmiieHHbiMU DA. W3 panuona mnuTaHus
6onpHOr0 I'DA HCKITIOUAIOT HATypalbHBIC MPOAYKTHI MUTAHUS C BBICOKHM COJICpYKAHHEM OeiKa
(cootBercTBeHHO, 1 DA) — MsICO, MACOIIPOYKTHI, PHIOY, PHIOOTIPOYKTHI, TBOPOT, SIMII0, O0OOBBIE,
opexu, moOKoian u jap. JlomycTuMble B JHeTE€ HATypajbHbIC MPOIYKTHI BBOJSAT B PAalMOH B
COOTBETCTBHUHU C TIOJICUETOM cojiepkamierocs B Hux DA.

s neredl rpymHOTO BO3pacTa (C pokaeHHs a0 12 MecsieB) K JOMYCTUMBIM IPOTYKTaM
OTHOCSITCSI )KEHCKO€ MOJIOKO, JETCKUE MOJIOUHBIC CMECH, OBOIIU, PPYKTHI M HEKOTOPHIC MPOJTIYKTHI
MPUKOPMA C HHU3KUM cojiepkanueM Oenka. [IpukopM BBOJHMTCS B T€ YK€ CPOKH, YTO U 3JI0POBBIM
netsM (¢ 4 10 6 MecsIeB), HO TIPU ATOM HCIOJIB3YIOTCS MPOIAYKTHI TOJIBKO C HU3KUM COJIEPKAHUEM
Oenka c y4eToM TOJICPAaHTHOCTH MAaIlMeHTa K HarypajdbHOMY Oenky/denunananuny [21]. Jlns
KOMITIEHCAIIUHN OEIKOBOTO0 KOMIIOHEHTA MUY HCTIONIB3YIOT CIEUATU3UPOBAHHBIE aMUHOKUCIIOTHBIE
cmecu 0e3 DA, cOanaHCHPOBAHHBIE TIO COCTABY HAMOA00ME aTanTHPOBAHHBIX JETCKUX MOJIOYHBIX
cmeceit. (eMm. TTpusoxenue A3.6).

B nuere mamumenToB crapmie | rojma, Kak MpaBHIIO, MCIOJB3YIOTCS CHEIHATU3UPOBAHHBIC
aMUHOKHCIIOTHBIE cMechu 0e3 DA ¢ OONbIIMM KOJIWYECTBOM Oejika, oOoramieHHble BUTAMUHHO-
MUHEpaJIbHBIMH KOMIUIEKCaMH. B cMecsx, mpenHa3HaueHHbIX Ui AeTel B Bo3pacTe oT 1 o 8 ner,
MOTYT MPHUCYTCTBOBATh B JIOCTATOYHOM KOJIMYECTBE YTIEBOABI M KUPHL. DTO JaeT BO3MOXKHOCTH
WHIUBUAYAIBHOTO MMOJ0Opa JIeueOHOro MPOIyKTa B 3aBUCHUMOCTH OT HYTPUTHBHOTO CTaryca
MAlUeHTOB, (YHKIUOHAIBHOTO COCTOSIHUS OJKETYAOYHO-KUIIEYHOTO TpaKTa ¢  IHIIEBBIX
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npeanoyrenuii. Kpome toro, ykazaHHele CMECH aMHHOKHCIIOT, B TOM YHMCJI€ U CMECH I JIETeu
MEPBOrO ToJia KM3HHU, KaKk Oojee cOallaHCHPOBAHHBIE 1O COCTaBY, MOTYT MPUMEHSTHCS TaKKe Y
ManueHToB 0ojiee crapmiero Bo3pacTa W OepeMeHHBIX JKeHIMH ¢ ['@A mpu COCTOSHWUSIX,
OOyCIIOBJICHHBIX  3a00JICBAaHUSMHU  JKEIYJIOYHO-KHIIEYHOTO TpPAaKTa ©  HEMEPEHOCHMOCTHIO
HCKOTOPLBIX MUIICBBIX ITPOAYKTOB.

- PexomeHayercs Ha3HAa4YeHHE CICIUATM3UPOBAHHBIX MPOJAYKTOB JIEYEOHOTO IHTAHHS
(amuHOKMCIOTHBIE cMecu 0e3 PA) maumeHTam Bcex Bo3pacTHbIX rpymnn ¢ ['®A, tpeOyromum
JMETOTEPAITHIO, C IeJIbI0 KoppeKiuu ypoBHs DA u ynydinenus kadectsa xxusnu [ 20-23, 89].

Yposens yoeaurenbHoCTH pekoMenaaiuu C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

- PekoMenayeTcsi Ha3HaueHHE HU3KOOEIKOBBIX MPOJYKTOB NMUTAaHUS MalMeHTaM crapiie 1
roja ¢ @A ¢ 11enbio KOppPEeKIMK SHEPTeTHUECKON IIEHHOCTH JieueOHoro panuona [20-23, 89].

Yposensb yoeautenbHOCTH pekoMenaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KoMMeHTapuu: HazHaueHHE HM3KOOEIKOBBIX MPOJYKTOB IMOKa3aHO NETsSM mnocie 1 roga u
nanee — BceM nanueHTaMm ¢ '@ A. Cnucok HU3KOOETKOBBIX U 0€30€IKOBBIX ClIEHUaTU3UPOBAHHBIX
MIPOJYKTOB, 3apETMCTPUPOBAHHBIX Ha TeppuTopun Poccuiickoit Penepannu — npunoxennn A3.7.
JlaHHBIMU TIPOAYKTaMH TMUTaHUS (HUK300€IKOBbIE M 0€30€TKOBbIE) MAI[MeHThl 00eCIeYrBaIOTCS
corsacHO [locranoBnenuto IIpaButenscrBa PO ot 30 uronsa 1994 r. N 890 "O rocynapcTBeHHON
MOJJIEP)KKE Pa3BUTHSI MEIULMHCKON MPOMBIIIJIEHHOCTH U YIYYIIEHUH OOecrieueHus] HaceleHus u
YUPEXKJIEHUN 37paBOOXPAHEHUS JIEKApCTBEHHBIMH CPEACTBAMU M HU3JCIUSIMH  MEIUIIMHCKOTO
HazHayeHUs" (C U3MEHEHUSIMHU U JIOTIOJIHEHUSIMH).

- PexomeHmyercs TpW HMHUIMALNMK TUETOTEpPAIMM TUTPOBAaTh KoimuecTBO DA mnumm
(HatypampHOTO O€NKa) BceM MalleHTaM ToJ KoHTpojeM (DA KpoBH [0 TONXYyYCHHS IIEIEBBIX
TepaneBTHYECKUX 3HaYeHui [22].

Yposens yoeaurenbHoCTH pekoMeraauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- Pexomenayercs mpu pacuerax MUTaHUS BCEM MAlUEHTaM OPHEHTHUPOBATHCS HA HOPMBI
(Gbu3HOIOrNuecKoi MOTPeOHOCTH B OCHOBHBIX HYTPHEHTaX C LEibl0 oOecredeHus aJeKBaTHOTO
(GU3NIECKOTO pa3BUTHS W CHIJKEHHS PHCKOB HYTPUTHBHOW Hemoctarounoctu [20, 23]
(ITpuoxenue A3.8).

VYpoBenb yoeauTenbHocTH pekoMenaauu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMmeHTapuu: 10mycKaeTcss yMEHbIIEHHE KOJIMYECTBA CYTOYHOro Oenka (Ho He 6osee 10%)
B OCHOBHOM 3a CYeT OeJka aMUHOKHCIOTHOM CMeCH B 3aBUCUMOCTH OT TOJIEPAHTHOCTH K IHILE U K
dbeHmnanaHHy, a Takke OT (PU3MUYECKON aKTMBHOCTH IMAlMEHTa U COCTOSIHUS €r0 HYTPUTHBHOTO
cratyca [19, 24].

Bbenoxk 3a cuer ecTecTBEHHBIX MPOIYKTOB B JUETE PACCUUTHIBACTCS MCXOMS U3 JOMYCTHUMBIX
cyrouHbix komuuecTB @A ¢ yyerom, uto 1 r Oenka conmepxkut ~ 50 mr ®A. B 3aBucumoctu oT
nepenocumoctu numieBoro ®A nomyctumoe 1 6€30MacHOE €ro KOJIMYECTBO B CYTKU COCTaBISIET OT
90 no 35 mr/kr Maccel Teia JUisl IeTeil mepBoro rojaa *u3Hu. B nmuranuu gereii crapiie 1 rona, a
Tak)Ke MOJIPOCTKOB U B3POCIBIX jJomycTuMoe komrmuecTBo DA mocreneHHo cHmkaetcs ¢ 35 mo 10
Mr/Kr Maccel Tena pedenka (IIpunoxenue A3.9, npunoxenne A3.10). Takke B mpoiiecce JTeUeHUS
OTIpeIeIIsIeTCsl CYyTOYHAs TOJIEPAHTHOCTH K MHIIEBOMY (DeHUITalaHUHY, KOTOpasi 3aBUCHUT OT CTENEHU
nopaxeHus pepMenTa GpeHuIaTaHMHTUAPOKCHIIa3bl U BO3pacTa MalueHTa.

- Pexomennyercs BceM NalMeHTaM I@PU OpPraHM3alMM JUETOTEPAllMH C LEJIbI0 €€
ONTUMU3AIMH YYUTHIBATh KIMHUYECKYIO popMy 3a00seBaHus, ypoBeHb @A B KpOBH, BO3pacT, MO,
HYTPUTUBHBIM cTaTyc ((puU3nUUecKoe pPa3BUTHE), TOJEPAHTHOCTh K IMHUILEBOMY (DeHWIIATaHUHY,
konuuecTBO DA M HaTypasibHOTO Oelka, MOJy4aeMOoro ¢ MUIIEH, KOJTUYECTBO OCHOBHBIX MHUIIEBBIX
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BEIIIECTB U 3HEPruu B JieueOHOM parmone [16, 20, 23].

VYpoBeHb yoeauTenbHOCTH pekoMeHaauu C (YypoBeHb IOCTOBEPHOCTH JJOKa3aTeIbCTB — 5).

KommeHTapuu: mpy Ha3HAUYEHUM JWETHl BAXEH MHIUBUAYAIbHBIA U IUp(EpeHIINPOBAHHbIN
MIOAXO0Jl K MCIOJBb30BAHUIO CHELUAIN3UPOBAHHBIX M HATYypaJbHBIX IPOIYKTOB COOTBETCTBEHHO
BO3pacCTy NaIMEHTA.

JUia nanueHtoB I'@A He3aBUCUMO OT HMX BO3pacTa COXpPAHSIETCA 3alpeT Ha MPOAYKTHI,
Hanbosiee OoraTeie (PECHUIAIAHMHOM, TaKie Kak MsCO, pbi0a M u31enus u3 HUX. TBOPOT, TBEpIbIE
CBIpBI, 0000BBIE, KypHHBIE Siilla, OPEXH MOTYT B OTPAaHMYCHHOM KOJIMYECTBE BXOJUTH B PAIMOH
MAIMEHTOB CTapIIero BO3pacTa ¢ Y4eTOM TOJIEPAaHTHOCTH K (eHmnanaHuHy. He pexomenmyercs
ynotpebsnenne manueHtraMmu ¢ @A  mpomyktoB dactdyn, TasHpOBaHHBIX HAIUTKOB €
MOJICTIACTUTENSAMU (acrapTaM WM nuuieBas godaska E951), cogepxaimux GpeHuniananyH.

TakTuka aueToTepanuy MpU COMYTCTBYIOUIMX 3a0o0jieBaHMSIX (BbIpaK€HHas TUIEpTEpMus,
MHTOKCUKAIUs, pa3JM4YHble JTUCIENCUYECKUE SIBJIEHUS), a TaKKe IpU OTKaze OT Ipuema
AMUHOKHCIIOTHOH CMECH 3aK/IIouyaeTcsi B KpaTKOBpeMEHHOM (Ha 2-3 J1HS) mHpeKpalieHun
JIUETOTEpaNui C 3aMEHbl JIeUeOHBIX MPOJYKTOB Ha HaTypalbHbIE C HEBBICOKUM COJIEpP’KaHUEM
oenka. Ilocme cruxanuss ocTporo mepuomga OOJE€3HM B pallMOH BHOBb  BBOJUTCS
CHelHaTM3UPOBAaHHBIA MPOIYKT, HO 3a Oojee KOPOTKUH MEepHoi, yeM B Hauaie JedeHus. Ecmu
nanueHT ¢ ['@A He OTka3bIBaeTcs OT MHIIM BO BpeMs OO0JIE3HH, TO JIEYEHHE COIYTCTBYIOLIUX
COMaTUYeCKUX 3a00JIeBaHUN MPOBOAMUTCSA MO OOLIECHPUHATON cXeMe M He TpeOyeT MpeKpaleHus
JMETOTEPaINH.

- He pexomennyercs namuentam c¢ ['@A ynoTpebieHue MeAMKaAMEHTO3HBIX MPENaparos,
OMOJIOTMYECKH aKTUBHBIX J00aBOK, coaepkamux DA wnm ero mpou3BOAHbBIE, MOJACIACTUTEIH
acmapram [87].

VYposens yoeaurenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

3.1.2. MeaukameHTO3Hasi Tepanus

- Pexomennyercss HazHaueHHE NMATOIEHETUYECKH OOOCHOBAHHOIO JICUEHUS CHUHTETUYECKUM
anaiorom BHs  (canponrepun®**  (A16AX)) mnamuentam ¢ ['DA, 00ycioBiIeHHOM
HenocTaTouHOCThI0O BH4 (runepdenunanannaemus BH4 nedunutHas), ¢ menbo mpeaoTBpamieHus
TSDKEIIBIX HEBPOJOTMUYCCKUX Hapymienui [87, 97].

YpoBeHb yOeauTeIbHOCTH pekoMeHaaIiu A (ypOBeHb TOCTOBEPHOCTH JA0Ka3aTeabCcTB — 1).

KommenTtapuu: B 3aBucuMocTd oT popmbl @A canmponrepun™* ucnosb3yercs B KOMILJIEKCE
¢ nuerorepanueir wiu 0e3 Hee (IIpunoxenne A3.11). Hawanmpnas no3a campomnrtepuHa®™* vy
MaUEeHTOB ¢ HeJocTatouHoCcThio BH4 cocraBnsieT ot 2 10 5 Mr/Kr Maccel Tena npu npueme 1 pas B
nenb. Jlo3a mokerT ObITh yBenuueHa a0 20 Mr/kr maccel Tena B JeHb. s 10CTHXKEHHS
ONTUMAJIFHOTO TeparneBTHUecKoro 3¢ dekra cyroyHas J03a npemnapara Mo>KeT ObITh pa3jieiieHa Ha 2
WK 3 mprueMa B TeUCHUE JIHS.

- Pexomennyercss Ha3zHauaThb JONAaMUHEpPIMYECKUE Ipemnaparbl, IpealIeCTBEHHUKU
CEepOTOHHMHA B KOMIUIEKCHOM JieueHUH nauueHToB ¢ BH4 nepunuraeivu I'OA ¢ nenbio koppekuuu
AKCTPATUPAMHIHOTO cuHapoMa [5, 6, 27, 28, 124]

VpoBeHb yoeautenbHOCTH pekoMeHaanuu C (ypoBeHb JOCTOBEPHOCTH JI0Ka3aTeIbCTB — 4).

KomMenTapuu: HazHavaroTes #iaeBogonat|{kapouaomnal** (mpoTuBonokaszan aetsm no 18 ner,
Ha3HayvaeTcs MO MOKa3aHHWIo "CHUHIPOM MapKUHCOHM3MA', 00bIuHO Tpedyercs 10-15 Mr/kr B cyTku
[0 JIEBOJIONE), TMpPEIIEeCTBEHHUK CEPOTOHMHA S-ruiapokcutpuntopan (10 Mr/kr B CyTKH)
(Omosornyuecku akTuBHas 100aBka) [124].

- PeKOMeH,Z[yeTCH MPOBCACHUC MMAUCHTAM KOPPCKIIMHU HCAOCTATOYHOCTHU (bOHHCBOﬁ KHUCJIOTHI,
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a TaxKe JOMOJHUTEIbHOE Ha3HaYeHUe (HOJMeBOi KUCIOThI** pu OepemennoctH [5, 16, 121-124].
VpoBenb yoeautensHOCTH pekoMenaanuu C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).
Kommenrapuii: ¢onmeBas kucinora** HazHauaeTcs NalMeHTaM INpU AeuuuTe TaHHOTO

MUKpPOHYTPUEHTa B COOTBETCTBMM C HMHCTPYKUMEH K Inpenapary (0OCOOEHHO Ba)KHO Ha3HAayCHHE

(bonueBoii KUCIOTHI** B mepBbIil TpuMecTp 6epemeHHocTH — 400 MKT/CyT).

B HekoTopbIx ciyuasix TpeOyercs nuera ¢ orpaHuueHueM PA u HazHaueHUeM (oireBoi

KHUCIIOTHI U ee pon3BoaHbIX (IIpunoxenue A3.11).

Haznauenue ciemyer IpoBOIUTH IO KOHTPOJIEM YPOBHS (DOJIMEBOM KHCIOTH B KPOBH, B psijie

WCCIIEIOBAaHUI OTMEYAeTCsl JaKe MOBBIIICHHBIA YPOBEHb (DOJTMEBOM KHCIOTHI Y manuenToB ¢ DKY

[121].

- PexomeHayercss MenMKaMEHTO3Has Tepanus canponTepuHomM™** marmentam ¢ DAIl-
3aBucuMort ['DA, umeromuM 10 jedeHust KoHueHTparuioo DA kpoBu Beime 360 MKMOIB/T,
MIPOJIEMOHCTPUPOBABIINM TOJ0KHUTEIbHBI OTBET HAa TECTUPOBAHUE CANPONTEPUHOM B BHJIE
CHIDKEHUSI KOHLIEHTpauuu @A KpoBHU U NOBBILIEHUS TOJIEPAHTHOCTU K MUILEBOMY (DeHUIIaIaHUHY C
IEJIBIO PACITUPEHUS JUEThI U TIOBBINICHHSI KaueCcTBa )KM3HM NaruenTa [27, 28].

Yposens yoeaurenbHoCTH pekoMeraauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KomMMeHTapuu: TecTupoBaHue MOTEHUUATbHONW YyBCTBUTEIBHOCTH K IpernapaTy U JeueHue
canponTepUHOM** POBOJUT U KOHTPOJIUPYET Bpau, KOTOPBIA OCYIIECTBISET TaKKe HaOJ0IeHUE
nanueHToB ¢ [DA (cxembl TectupoBanust [Ipuoxenne A3.12).

OTBeT Ha JEYEHHE TIPEMmapaToM CalpONTePUH™™* OIEHWUBAETCS IO CTETEHW CHIDKCHUS
KoHUeHTpauun DA B KpOBU MalUeHTa MpU COOMIOAEHUH CTaOWIBHOM TuUnoQeHuIaTaHuHOBOM
nuetbl. [lanmueHT cuuTaeTcs 4YyBCTBUTENBHBIM, €CIM pa3HHULa ypoBHA DA, MOJYyYEHHOIrO IO
OKOHYAHUU MEepHO0/ia OLIEHKU OTBETa Ha JIEYeHHE, U €r0 UCXOIHOTO YPOBHS Iepe]] HauajioM Ipuema
npenapata cocrasiseT 30% u 6onee.

- Pexomenyercs npoBeneHre 48-4acoBOro TecTa maieHTaMm crapiie 1 roja, moapocTkaM u
B3POCIIBIM C IICJIBIO OMPEICICHHUS YyBCTBUTEIBHOCTH K JICUCHUIO CAPONTEPUHOM™* W momydeHus
MOJIOKUTEILHOTO OTBETa B BHUJC CHIDKEHUA KOHIEHTparu OA KpOoBH M TOBBIMICHUS
TOJIEPAHTHOCTH K MHUIIIEBOMY (eHuIananuny [27, 28].

VYpoBeHb yoeauTeIbHOCTH J0Ka3aTeibeTB C (YpOBEHB TOCTOBEPHOCTH PEKOMEHIANHT — 5).

KommeHnTapuu: mpy MoJTy4eHHH TMOJIOKUTEIBHOTO OTBETA MPOBOAUTCS MPOOHOE JICYCHHE HE
MeHee 28 CyToK u 0oJiee, B TeUEHHE KOTOPOTO OIMPENEseTCsl CTENEHb MOBBIIMICHHS TOJIEPAHTHOCTH
K MNUIEeBOMY (eHwIamaHuHy W BbIpabaThIBaeTCs JaJbHEHIIAs TaKTHKa JiedeHUsA. B03MOXHO
MIPOBEJICHUE TECTUPOBAHUS Y HOBOPOKICHHBIX MAIIUEHTOB.

- PekomeHyeTCs IPOJOIDKUTh TECTUPOBAHKME 0 7 CYTOK MAIMeHTaM B Cliydae MOJY4eHUs
OTPHIIATEIILHOTO OTBeTa 48-M YacoBOrO TecTa C IENbI0 ONPEACICHUS YYyBCTBUTEIBHOCTUH K
JICUCHUIO CANpONTEPUHOM™* W IOJIydEHHS TIOJIOKHTEIBHOTO OTBETA B BHUJIC CHIKCHHUS
KOHIIeHTpauu A KpOBHU ¥ MOBBIIICHHUS TOJCPAHTHOCTH K MHIICBOMY (peHmmananuny [27, 28].

VYpoBenb yoeautenbHocTH pekoMenaaruu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KoMMeHTapuu: y HEKOTOPBIX MallMEeHTOB HAOIIOaeTCS OTCPOUYSHHBIN MOT0KUTENBHBIN OTBET
Ha JIeYeHHE camponTepuHoM™* (Tak Ha3piBaemble "mo3aHue oTBeT4yku'"). [Ipu HeoOxommmocTu
JUITeNbHAsT METUKaMEHTO3Has Tepamus Yy mnanueHtoB ['@DA, oTBeuaronux Ha JeueHHUE
canponTepuHoM** cHmxeHHeM ypoBHS DA B KpoBH, MPOBOAUTCS B KOMOWHAIMHU C AMETON MpH
MCIOJIb30BAHUY AMHUHOKHCIIOTHBIX CMECEH, KOMUYECTBO KOTOPBIX OMpPEENsIeT Bpay.

C cormacus TalMEeHTKH BO3MOXKHO TMPOJOJDKEHHE TEpanud CamponTepuHoOM™* Bo Bpems
OepeMeHHOCTHU: canmponTepuH™* HazHavaroT keHIKUHaM ¢ [ DA, y KOTOphIX paHee ObUTa JOKa3aHa
YyBCTBUTEIHHOCTh K JICYCHUIO CATIPONTEPUHOM™** WIIM TeM, Y KOTO paHee MPOBOJIUIOCH JICUCHUE
JTAHHBIM TIPeTapaToM.
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- PexoMenyeTcs BceM NanMeHTaM MpueM NpoQUIaKTHUECKOH JI03bI MPEnapaToB U3 TPYIIIbI
BUTaMUHA D ¥ ero mpou3BOIHBIX C IEIbI0 KOPPEKIMH/TIPOPHIAKTUKA BUTAMUH D-1e(HIUTHOTO
cocrosius [16, 121].

VpoBenb yoeautensHOCTH pekoMenaanuu C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

KomMeHnTapuu: 0OBIYHO Ha3HAYaeTCs KOJCKaIbLUPepoa**; mpu HEOOXOAMMOCTH BMECTE C
KapOOHATOM KaJIbIIMsI B COOTBETCTBUH C PEKOMEHIAIMSIMU TI0 KOPPEKIMH BUTaMHUH D-neuiuTHbix
COCTOSTHUH.

- Pexomenpayercs mammentam ¢ @A u xene3oqeUIMTHON aHEMHEH C TEpaneBTHUECKOU
LEeNbl0 MPUEM NEPOPATbHBIX IPENapaToB TPEXBAJEHTHOIO JKele3a, IpU HEoOXOAUMOCTH
[IHaHOKOOATaMHH U ero Tpou3BoHbie [44, 46, 129].

VYpoBeHb yoenauTenbHOCTH pekoMeHaanuu C (YypoBeHb TOCTOBEPHOCTH JJOKA3aTeIbCTB — 4).

- Pexomennyercsa y mauueHtoB ¢ ['®A U CyJOpOXHBIM CHHAPOMOM C TepaneBTHYECKON
[EeNbI0  TPUMEHEHWE  CHMITOMATHYECKOW  NPOTUBOCYIOPOKHOW — Tepanmuu  Ha  (oHE
MaTOreHETUYECKOTo JieueHus (MpoTHBOAMMIenTHYeCKUe mpenaparsl) [91, 130].

VYposens yoeaurenbHOCTH pekoMeHaauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 4).

3.2. Xupypruyeckoe neyeHuve
XUpYypruyeckoro BMEIIaTeIbCTBa 0OBIYHO HE TpedyeTcs.
3.3. UHoe neyeHune

3.3.1. O6yyeHue

OOyueHue SBISETCS HEOTHEMJIEMON YacThI0 KOMIUIEKCA TEPANIEBTUUECKUX MEPOTIPUATHI TPH
['®A u nomKHO MPOAOIHKATECS HA BCeM NpoTsobkeHuu 3abosieBanus. Jleuenue DA obs3aTenbHO
BKJIFOYAET 00Oy4EeHHE CAaMOKOHTPOJTIO YpOoBHsI DA, IpUHITUIIAM yIIpaBIIeHUS 3a00JIeBaHUEM (pacyeTy
JTUETOTEPAITHH).

- Pexomenyercst mpoBeeHrE 00yJarOIIMX MEPOTIPUITHI CO BCeMH TNanueHTamu ¢ ' @A u, B
3aBUCHUMOCTH OT BO3pacTa, HUX PpOJUTEISIMH (3aKOHHBIMU MPEACTABUTEISIMH) OT MOMEHTa
BBISIBJICHHS 3a00JIeBaHMsI U Ha BCEM €ro MPOTSDKEHUU B LIENSAX MOBBIIICHUS OCBEIOMIICHHOCTH
MAlUMEHTOB U YIY4YILIECHUS pacro3HaBaHUsl runepPeHusalaHiHEMUN, CHUYKEHUSI PUCKOB Pa3BUTHUS
OCIIO’)KHEHUH, Ui JOCTMDKEHHMS  IIeNieBbIX  mokazatened  ypoBHa DA wu  ynydmieHus
CaMOCTOSITEJILHOTO YIpaBiicHus 3a0osieBanueM [ 71, 79-82].

VYpoBenb yoeautenbHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 4)

KomMmenTtapuu: nienu u 3aaun oOydeHus TOJKHBL ObITh KOHKPETH3UPOBAHBI B COOTBETCTBUU
C aKTyaJIbHBIM COCTOSIHMEM NalfeHTa. B mikony (peHUIKeTOHypur HampaBIsIOTCS MAIlMEHTHI, HE
MpOXOoJuBIINE OOyueHus (MEepBUYHBIA IMKII), WU MAlMEHTHl, YK€ mpomiennune oOyueHue
(TIOBTOpPHBIE IIUKIIBI), UIS TIOAJEPKAHUS YPOBHS 3HAHUM M MOTHBAIMH WJIN MPH MOSIBICHUN HOBBIX
TepaneBTHYECKUX LeTeil.

- PexomeHnyeTcs UWCHOJIb30BaTh CIEIUANIBHO  pa3pabOTaHHBIE CTPYKTYpUPOBaHHBIE
MpOrpaMMbl 00Y4eHHUs, aApEeCOBaHHbIE KOHKPETHOMY KOHTUHTEHTY manueHToB ¢ DA (Hampumep,
OepeMeHHBIM) M JOCTIIKEHHUS IIeNeBbIX Toka3atened DA, mnpoPumakTHKU pa3BUTHS U
MIPOTrPECCUPOBAHUS OCIIOKHEeHMi [ 71, 79-82].

YposeHs yoeaurenbHOCTH pekoMenaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 3)

KomMeHTapun: o0ydeHHe MOXKET MPOBOAUTHCA KaK B MHIUBUAYAIbHOM MOPSAKE, TaK U B
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rpynmnax nanueHtoB. CoaepikaHue OO0yYaroluX MPOrpaMM JIOJDKHO COOTBETCTBOBATH NMPHHATHIM
CTaHIapTaM AUarHocTUKU U jedeHuss ['@A, a ux cTpykTypa — y4UTHIBaTb OCHOBHbBIE IPUHIIUIIBI
negaroruku. Ilporpammel noapasymMeBarOT CTPOro NPAKTHUECKYHO HAIIPaBIEHHOCTh U JIOCTYIIHOCTh
st Boctipusitus. O0s3aTeNbHbIe Pa3iesbl 00yJaIOUINX MPOTPAMM:
1. mKona MoJoIeIxX poautenei pedenka ¢ [DA;
. obmue ceenenus o ' DA;
. KOHTpOJIb ypoBHS DA
. IUETOTEPAIINS;
. COIIMaJIN3alUs U Ka4eCTBO KU3HU;
. IICUXOJIOTMYECKHUE aCIEKTHI y JETEN U OAPOCTKOB C 'DA;
. IMHamu4ueckoe HabmoaeHue npu ['OA;
. IOATOTOBKA K OEPEMEHHOCTH U OepeMeHHOCTh npu ' A

0N DN KW

Bonbiias dacte BpeMeHH B mpolecce oOydeHUs JOJDKHA OBbITh MOCBSIIEHA MPaKTHYEeCKON
0TpabOTKE HABBIKOB, HEOOXOIUMBIX JJII CAMOCTOSITEILHOTO yIpaBiieHus 3abosieBanueM. IIpexie
BCCTO OTO KaCacTCA KOHTPOJIA YPOBHA q)A, TEXHHUKE I10CUCTa KOJIMUECTBA Oejika B IUIIe.

- PexoMeHyercst mpoBeneHrne o0ydeHus: manueHToB ¢ A cnenuaibHO MOArOTOBICHHBIMHU
MEIUIIMHCKUMU paOOTHUKAMH: BpPavyOM-TE€HETHKOM, JHETOJIOTOM, HEBPOJIOTOM, TEAUATPOM,
TEepaneBTOM, MEIUIIMHCKON CEeCTPOM; ¢ yJaCTHEM MEAMIIMHCKOTO TICUXOJIoTa NSl MOJACpKaAHUS
ypoBHS 3HaHM ¥ MoTHBanuu [80-82].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5)

4. Peabunurtauusa

OCHOBHBIMM acIIEKTaMHU MEIUIIMHCKON M collMaibHOM nmoMoinu nanueHtaM ¢ ' A asnarorcs
JTUArHOCTHUKA, KOHTPOJIb 32 JICUCHUEM M COITMaIbHAs peaOuInuTaIus.

MenuiuHcKkas peaOuiInTaIus BKIIOYAeT B Ce0sI CIeIYIONINE PEKOMEHIAINH:

- PexoMeHnyercst coOroieHe peKOMEH Al Bpada Mo TUETHYECKOMY IMUTAHUIO TallueHTaM
¢ T'®A nns npeaynpexacuus ocnoxuaenwuii [36, 37].

VYpoBeHb yOeAUTEIbHOCTH PeKOMEH 1a1Hii B (ypoBeHb T0OCTOBEPHOCTH JOKA3aTEIbCTB — 2).

KomMmeHTapuu: MperuMyIeCTBeHHO y JIETeH IIKOJIBHOTO BO3pacTa M B3POCIBIX MOBBIIIACTCS
ypoBeHb @A KpOBH B CBSI3U C HApYIICHUEM PEKOMEHIAIUH M0 TUETUYCCKOMY MUTAHUIO, YTO
TpeOyeT TICUXOJIOTUYECKON TOICPKKH TIallMeHTa. YPOBEHb HWHTEIUICKTYAIBHOTO Pa3BUTHUS
MAIMEeHTa, €r0 KOTHUTUBHBIC (DYHKIIMU UMEIOT KOPPEJSIHI0 co 3HaueHueM DA KpoBH B TEUYCHHUE
xwu3au [36, 37].

- PexkomeH0BaHa KOHCYJIBTAIllUsl MEIUIIMHCKOTO TicMXoJiora mnamueHtam ¢ ['DA  mus
KOPPEKIUH [ICHXOJIOTHYECKOTO COCTOSIHMS ITpH Haauuuu nmokaszanuii [ 30, 51, 52].

VYpoBenb yoeauTenbHOCTH pekomenaaiuu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

Kommenrtapuu: Ilcuxonoro-nenaroruueckas peabUmuTaIus AeTeil moJApoCTKOBOTO BO3pacTa.
OHH cTanKUBaIOTCSA ¢ MpoOieMaMH Tepuojia MOJIOBOTO CO3PEBAHMS, KOTOPHIE COMPOBOKIAAOTCS
CTpEeMJICHHEM K HE3aBHCHUMOCTH, MPOTECTHBIM MOBEIACHHUEM, a TAKXKE€ TOJIBEP)KEHHOCTHIO BIUSHUS
CBEPCTHHUKOB. JTO TEPUOJ YaCThIX OTKa30B MalMeHTOB ¢ 'DA MOAPOCTKOB OT AMETOTEparuw,
yrnoTpeOiaeHus] MPOAYKTOB CIENHUATU3UPOBAHHOTO THUTAHMS, a TaKkKe BBICOKOTO pHCKa MOTepU
MeTab0INIEeCKOTO KOHTPOJIS U TIOJTHOM yTpaThl MEIUIIMHCKOTO HAOIOACHUS.

ConmanbHast peabunuTanus BKIIOYaeT B cebs opraHuzanuio nutaHus aereit ¢ DA B
0011e00pa30BaTENbHBIX, O3/J0POBUTENBHBIX  YUPEXKACHHUSAX; y B3POCIABIX — BO3MOXKHOCTH
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WCTIOJIb30BAHUS CIIEHUAIN3UPOBAHHBIX TPOAYKTOB JIe4eOHOTO MUTAaHHS HA pabodyeM MecTe.

Oco0yto ponp B momomy mnauueHTaM ¢ ['DA wurparor oOIIeCTBEHHBIE OpTraHU3AIMH.
Opranuzanus, oobenuusAoomas poaureneid gereil ¢ '@A U B3pOCHbIX MALMEHTOB, MOMOTAET B
COLIMAIBHOW peadMInTaIlMy, COUMAIBHON aJanTaiy, MOMOIIN B TPYAOYCTPOICTBE, OpraHn3auu
OTIbIXa B T.4. B JICTHUX Jarepsx, JOCyra, COLUMOKYJIbTYPHOW peaOuIuTauuu U APYrux
MEPONPUATHUAX, & TAKKE IPOBEACHUHN POJUTENBCKUX IIKOJI U CEMUHAPOB.

Hecmotpst Ha TO, uro I'®A He sBIseTcs KHU3IHEYTPOXKAIOIIKMM 3a00JCBaHUEM, TIPH
HEOOXOJMMOCTH B paMKax peaOWIMTallMi pPaccMaTPUBACTCS MaUTMaTHBHAS ITOMOIIb, KOTOpPAs
BKJIIOYAET B ce0sl CHCTEMYy Mep IO YIYYIICHHIO KauyecTBa JKU3HM MAIMEHTOB C YTPOXKAIOIIMMU
KU3HU U COKpAILAIOLIUMU KU3Hb 3a00JIEBAHUSAMH, NPEUMYILECTBEHHO B TEPMHHAJIBHOM CTaIuu
pa3BUTHS, U TPEACTaBIsAET COOOW AaKTUBHBIM M IEJIOCTHBIM MOJXOJ K OKa3aHWIO IOMOIIH,
HAaYMHAIOIIUKCA ¢ MOMEHTA IIOCTAaHOBKHU JMarHo3a U MOKPbIBAOMINN (U3HYECKUE, IMOIIMOHAIbHBIE,
COLIMAJIBHBIC U JYXOBHBIE ACIEKThI BIUIOTH IO CMEPTH.

[MannuatuBHas nomoins narueHTaMm ¢ '@ A oxa3piBaeTCsi HA OCHOBAHUM COOTBETCTBYIOIIUX
HOPMATHBHBIX TOKYMEHTOB (cM. [Ipuoxenue A3.)

5. MpodmnakTuka
5.1. NMpodumnaktuka

- PGKOMGHHyeTCSI IMPOCIICKTUBHOC MCOUKO-TCHCTUYCCKOC KOHCYJIbTUPOBAHUEC nap,
MJIAHUPYIOMKUX 0EpEMEHHOCTh C pEKOMEHIaliel 00CIeI0BaHus Ha TETEPO3ZUTOTHOE HOCUTEIHCTBO
yacTeIx MyTanuii B reie PAH ¢ nessro mporaosa mortomctsa [ 16, 55].

Yposens yoeaurenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 4).

KomMeHTapuu: yactora HOCUTEILCTBA NMatoreHHol myrainuu B rene PAH B P® cocraBiser
1:50. Tlpu BwisiBieHmn ['DA B cembe — o0OcIeOBaHWE POJCTBEHHUKOB I YTOYHCHHS
reTepo3uroTHOro HocutenbcTBa Myranuu B reHax PAH, PTS, QDPR, GCHI1, PCBD, SPR,
DNAJC12.

- PekoMeHmyeTCs MEIUKO-T€HETHYECKOE KOHCYJIBTHPOBAHHE Tap, MMEKIIUX B CEMEHHOM
aHamHese jerei ¢ @A, muraHupyronmx 6epeMeHHOCTS C IENTbI0 HH(POPMUPOBAHHS O BO3MOXKHOCTH
JOPOJOBOM  JMArHOCTUKM: TIPEHATaJbHAsl JIWArHOCTHKA, WCIOJb30BAHUE BCIIOMOTATEIbHBIX
PENpOIyKTUBHBIX TeXHOJ0rHi [16, 56].

VYposens yoeaurenbHoCTH pekoMenaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 5).

Kommenrtapuu: JIopomoBasi AuarHocTuKa MPOBOAMUTCS B Mape, I/ie YCTAHOBIIEHO, YTO OyayIine
poAMTENHN SBIAIOTCS HOocuTelsaMu Mytauuu B ogHoM rere: PAH, PTS, QDPR, GCHI1, PCBD, SPR,
DNAIJCI12. BepositHocTh poxaeHusi pedenka ¢ ['@A y >KEHIIMHBI WM MYXYHHBI, CTPAIArOIINX
JAHHBIM 3200JIeBaHUEM, PEATU3yeTCs B Clydae, €CIM BTOPOH POIUTEINb SBISETCS FeTePO3UTOTHBIM
HOCHUTeNIeM MyTaHTHOTO reHa (puck 50%) unu taxoke crpanaet @A (puck 100%).

- Pexomenpayercsd KOHCYIbTHMPOBAaHUE JEBOYEK IOAPOCTKOBOIO BO3pacTa M IKEHILUH,
crpagaromux ['@A, mo Bompocy IUIAHUPOBAHMSI CEMBH C LENBI0 NPENYNPEKICHUS POKICHHUSA
pebeHka ¢ cunapoMoM "MareprHcKoi (enmikeronypun” [20, 115, 116, 126].

VpoBeHb YOeAUTENbHOCTH peKoMeHauii A (YPOBEHb JJOCTOBEPHOCTH JIOKA3aTEIbCTB — 3).

Kommenrtapuu: Ilpn miaHupoBaHuM 6€peMEHHOCTH, JKeaTesbHO, 4TOObl ypoBeHb DA KpoBU
3a 2-3 Mecsla JI0 3a4aTus U B Te4eHHue OEpeMEHHOCTH He MpeBbiman 360 MKMOJIb/II.

[Ipodunakruka naronoruu mioja, B Tom uucie BIIP, y 6epemennoii ¢ 'OA

- Pexomenayrorcst 6epemennoii ¢ DA crporue nuerndyeckue orpaHndeHus nocryrieHus ®A
C MHUIIEH C 1eITbI0 MPO(UIAKTHKY MaTojioruu mioja [16, 117, 118].
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VYpoBeHb yoeauTenbHOCTH pekoMeHaanuii C (ypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- PekoMeHI0BaHO Ha3HA4YCHHUE camponTepuHa** B cilydasx, €ciM paHee y MalHeHTKU Oblia
MOJITBEPIKICHA YYBCTBUTEIILHOCTh K IPUMEHEHHIO KO(akTopHO#t Teparnuu [54]

Yposens yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeNIbCTB — 4).

KommenTtapuu: noapoOHee cm. paszaensl "luarnocrtuka" u "Jleuenue".

5.2. HAucnaHcepHoe HabnropeHue nawuveHTOB c Knaccu4yeckomn
cbeHUnKeToHypmuen

C uenpio MpenynpexaeHus UHTEUIEKTYallbHbIX, KOTHUTHUBHBIX, PEUYEBBIX, MO3HABATEIbHBIX
HapyIIeHUH, TapMOHUYHOTO (PU3UYECKOTO Pa3BUTHUS IMCIIAHCEPHOE HAOIIO/IEHUE BKIIIOYAET B ce0s
CIIEyIOIINE PEKOMEH AN H:

KOHTpO.I'Ib 3a ageKBaTHOCTbIO Nne4YyeHus

- PexoMeHtyeTcst OCyIIecTBIATh B3SITHE KPOBU YTPOM HATOUIAK (TIOCJI€ HOYHOTO TOJIOJIaHUs)
BCEM MAIMEHTaM JUIs ONPeCIeHUs] KOHTPOJIbHBIX 3HaueHuit DA kposwu [ 25, 16].

Yposens yoeaurenbHoCTH pekoMeHaauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KommenTtapun. B HacTosimee BpeMsi yCTaHOBIIEHO, 4TO ypoBeHb DA B KPOBH CHUXKAETCA B
TEUEHUE JIHS, IPUYEM CaMblii BBICOKMH ypoBeHb PA B KpOBH JOCTUTAETCS PAHO YTPOM IOCIIE
HOYHOTO rosioganus. [Ipasuia 3a6opa kpoBu Ha GUIBTP B MpuiiokeHnn A3.14.

- PexoMennyercst nmpunepxxuBatbes ypoBHs DA kpou B npeaenax ot 120 go 360 MKMOIb/1
MalMeHTaM B BO3pPACT€ C PpOXIEHUS 10 12 JeT ¢ Uenbl0 NPEaynpekICHUS HapyIIeHUN
HEHPOIICHXUYECKOTO PA3BUTHS M KOTHUTHBHBIX paccTpoiicTs [29, 16].

Yposens yoeaurenbHoCTH pekoMeHaaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KommenTapun: Yactbie kojeOaHus U MPEBIIICHUE IIEJIEBBIX TEPANICBTUUECKUX 3HAUCHU DA
KpOBH y JIeTeil B Bo3pacTe A0 12 JeT mpuBOAST BHOCIEACTBUU K HAPYIIEHHUSIM HEHPOTICUXUYECKOTO
PasBUTHS U KOTHUTHBHBIM paccTpoiictBam [29, 16].

- Pexomennayetcs npuaepkuBathesi ypoBHsI @A kposu B npenenax ot 120 1o 360 MKkMOIb/71 €
LENbI0 MPEaYNPEKICHIS HApYIIEHUH HEHPOTICUXUYECKOTO PA3BUTHS U KOTHUTUBHBIX PacCTPONUCTB:

-- manuenTam B Bo3pacrte ¢ 12-18 aer [29, 30, 75, 76, 90, 105, 127];

VYpoBeHb yOeAUTEIbHOCTH PeKOMEeHAaIiK B (ypoBeHb T0CTOBEPHOCTH JOKA3aTEIbCTB — 2).

-- B3pociem [29, 30, 75, 76, 90, 105, 127].

VYpoBeHb yOeAUTEIbHOCTH PeKOMeHAaIiu B (ypoBeHb T0CTOBEPHOCTH JOKA3aTEIbCTB — 3).

KommenTtapuu: nomyckatorcs 6oiiee Bbicokue kojebanus A KpoBU Ha AMETE, HO HE BHIIIE
600 mxmow/a [29].

boo mokaszaHo, 4to AnuTenbHOE mMoOBBIIIEHHE YpoBHS DA B KpoBU y B3pocibix ¢ DAI-
3apucumMoii ['@A oTpuIaTenbHO BIMSIET HA I[CHUXO3MOIMOHAIBHOE COCTOSIHUE (Ta0uiIbHOE
HACTpOEHUE, JIEMpeccusi), MPUBOAUT K HAPYIICHUIO BHUMAHHS U JPYTUX HEUPOKOTHUTHUBHBIX
¢bynxmmii 30, 16, 52].

- PexomeHayercs cTporo ciemoBaThb T'MIO(GEHWIAJAHWHOBOW JHETe M TNPHUAEPKUBATHCS
ypoBHst @A kpoBH B npezaenax oT 120 1o 360 MKMOJIB/N )KEHIIMHAM B MIEPUO/IbI MTPErpaBUIapHON
noarotoBku, I u Il cemecTpoB GepeMEHHOCTH C IENbI0 NPO(QMIAKTUKA CHUHIPOMA MaTepUHCKON
®KY [16, 106, 107, 128].

VYpoBeHs yoeauTenbHOCTH pekoMeHaau C (YpoBeHb TOCTOBEPHOCTH JJOKA3aTEIbCTB — 4).

KoMMeHTapuu: OTCYTCTBHE IMETHYECKUX OTPAaHMYEHUN M KOHTPOJA 3a cojepkaHuemM DA
KPOBH Yy KEHIIUH B MIPErpaBUIAPHBIN MEPUOI U BO BpeMsl OEPEMEHHOCTH 3HAYUTEIBHO MOBBIIIAIOT
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pHCK pa3BuTHs y TUI0/1a "cuHapoMa matepuHckoit OKY" [72-74].

- PexomeHnyercs mnojiepkKuBaTh HIWKHUN LeneBodl ypoBeHb DA kpoBu He Mmenee 120
MKMOJIB/JT BCEM MAalMeHTaM Uil NPO(UIAKTUKH JIEPHUIUTHBIX COCTOSHUN M OCIOKHEHHUU
runoQeHmIaIaHMHOBOH aueThl [31].

Yposens yoeaurenbHoCTH pekoMenaaiuu C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeNIbCTB — 4).

KomMmeHTapuu: MHUPOKO HCIHONIB3yeMbId HIDKHHMN 1eneBoil ypoBeHb ®A B kpoBu — 120
MKMOJIB/JT TIOJy4€H Ha OCHOBAHWW KIMHUYECKOTO OTIBITA, OIHCBHIBAIOIIETO HEOIaronpHsTHBIC
MOCIIE/ICTBUSL HA COCTOSIHHE 3/I0POBBS MAIMEHTA MPU JIUTEIHFHO COXPAHSIOIIUXCS OYCHb HHM3KHX
koHueHTpanusax @A B kpoBu nanuenta [31].

B nerckom Bo3pacTe 3TO MOBBIMIEHHAs 3a00JIeBa€MOCTh, HU3KWH HYTPUTHBHBIN CTaTyc,
DHTEPONATHYECKUH  aKkpojgepMaTHT. Y  B3pPOCHBIX  —  HEAOCTAaTOYHOCTh  TIMTaHWUS,
TICMXOOMOIMOHAIIFHBIE PACCTPOMCTBA, y KEHIIUMH PEMpPOJYyKTHBHOTO BO3pacTa — OecIuioiue, y
oepeMeHHbIX ¢ ['®A — BHyTpuyTpoOHas 3aJep’kKa pa3BUTHS IUIOJA, POXKIEHHE peOeHKa ¢
HEJI0OCTAaTOYHON MacCoM Tena K cpoKy rectanuu [25].

- Pexomenyercst KOHTPOJIb YpoBHS DA KpoBHU ISl OLEHKU 3(PPEKTUBHOCTU TEpanuu y BCex
narueHToB [36-41].

VYpoBeHb yOeaUTENBHOCTH peKoMeHaaluii B (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 2).

KoMMeHTapuu: ¢ MosiBI€HHEM HOBBIX TEPANEBTUYECKHX BO3MOKHOCTEM MEIMKaMEHTO3HOTO
JIeYeHus pekoMeHayercs npuaepxkuBaThes ypoBHs @A B kpoBu 120-360 Mxmoms/i (2-6 mr/m) ast
Bcex Bo3pacToB [36-42].

- Pekomenayercs manueHTamM ¢ MakCHMMalbHbIM 3HaueHHeM ypoBHS DA Ha ckpununre 360
MKMOJIB/JT (6 MI/[)T) B T€UEHHUE MEPBOTO TOJa )KU3HU KOHTpoaupoBath @A kpoBu He pexe 1 paza B
MecsI[ C LIETbI0 CBOEBPEMEHHOTO BbIsIBJICHUS MOBbIIeHUsI DA 1 Ha3HaueHUs MATOT€HETUYECKOTO
neueHus u/uian yrouneHust popmbel DA u 00s3aTeIbHOTO AUCIaHCEpHOTO HabmoaeHus [42, 43].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 4).

KommenTapun: Huskue ypoau @A mo pe-tecty TpeOyrOT npoBeneHus nuddepeHnnanbHon
IMarHoCTHKHU 1 uckimoucHuss BH-4 nepunmtaeix popm ['PA [33].

- Pexomenmyercst perynsipHbiii KoHTposib ypoBHs DA y manuentoB ¢ BH4 nedumutabivMu
dbopmamu 'DA ¢ nenbro noaaepKaHus €ro KOHIEHTPAIMHU B Ipe/esiax HOpMaIbHbIX 3HAYeHUH (10
120 MKMOJIB/JTT MJTH 2 MI//1J1) Wi TpuOImKeHHbIX K HuM [33, 70].

VYpoBeHb yoeauTenbHoCTH pekoMenaaruii C (ypoBeHb T0CTOBEPHOCTH JOKA3aTeIbCTB — 5).

Kommenrtapun: I[lpu BH4 nedunmraOi ['PA KOHTpOJIE aJACKBATHOCTH TEpPAlMUA TaKkKe
npoBoauTcs mo ypoBHio @A kposu [33, 70].

- PexoMeHnayeTcst BceM MalMeHTaM CIEAyIoIas ONTUMajbHas 4acToTa UCCIEAOBAHMS YPOBHS
DA KpoBH 11 CBOEBPEMEHHON KOPPEKLUH TUETOTEPAIIUHN:

- B Bo3pacTe 70 3-X MecsleB — 1 pa3 B HEJENo (0 MOJIy4eHUs! CTaOUIbHBIX PE3YJIbTaTOB) U
nanee 1 pa3 B 10 nuei,

- ¢ 1 rona go 6 et — He pexe 1-2 paza B Mecll,

- ¢ 7 u crapuie — He pexe 1 pasa B 3 mecsna,

- 1is OepemeHHbIX ¢ DAI-nepunuthoit DA — He pexe 1 pa3 B 7 nueit B I Tpumectpe u He
pexe 1 pa3 B 2 Hezenu Bo 2-3 TpuMectpax [16, 66].

VpoBeHb yoeautenbHOCTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH JI0Ka3aTEIbCTB — 5).

KommeHTapuu: JaHHbIE peKOMEHJAllMd OCHOBAaHBI Ha MHOTOJIETHEM OIbITe paboThl Bpayei,
CMELUANHU3UPYIOIINXCS HA JICUSHUH NMAIMEeHTOB ¢ GpeHuIKeTonypueil B PO, u ObUIM mpeacTaBieHbl
B MpPEIbIIYIINX KIMHUYECKUX peKoMeHaanusax no ¢enwikeronypun. B EBpomelickux cTpanax
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4acToTa PEKOMEHIyeMbIX UcclieoBaHui Bhie: 10 1 roga 1 pa3 B Hexpento, ot 1 roxa ao 12 ner 1
pa3 B 2 Henen, crapiue 12 ser 1 pa3 B mecsll, MpH MOArOTOBKE K OepeMeHHOCTH | pa3 B HEeo,
npu OepeMeHHOCTH 2 pa3a B Heaeno [ 16, 66].

- Pexomenpayercs: uccienoBaHue KIMHUYECKOIO aHalIM3a KpOBU BceM narueHtaMm ¢ I'@A ans
OILICHKH OCHOBHBIX [1apaMETPOB KPOBETBOPEHMSI U HAJTMUUSI BOCTIAJIUTENBHBIX MIPOLIECCOB HE pexe |
pasza B rox [16, 44, 66, 119-121].

YpoBeHb yOSAUTEIIBHOCTH PeKOMEHAaIii A (YpOBEHb JIOCTOBEPHOCTH JI0OKA3aTEIbCTB — 2).

KoMMeHTapuu: 1pu NOpUMEHEHUM OTpPaHUYUTEIBbHOM JMEThl BO3MOXKHO  pa3BUTHE
QIMMEHTAapHOU JKene30Ae(PUIUTHON aHEeMuHu, KOTOpas MOKET HUMETh JIATEHTHBIM Xapakrep.
HccnenoBanue npoBoauTcs He peske 1 pasza B ron [16, 45].

- Pexomenayetcs uccnegoBanue o0mero (KIMHUYECKOTO) aHAIM3a MOYM BCEM MaIlMeHTaM C
['®A c 1enbto BbISBICHUS KpUCTALTYpHH He pexke 1 pasa B roa [90].

VYposenb yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KommenTapuu: 1npu NPUMEHEHUWM OTIPAHUYUTENBHOM  JMETHI BO3MOXKHO  pa3BUTHE
kpuctaurypuu. MccienoBanue npoBoauTcs HeE pexe 1 pa3za B roj.

- Pexkomenpayercsi uccinenoBaHue OMOXMMHUYECKOro aHanu3za Mouu (¢docdop, KaabLui,
KpeaTUHUH O0esloK, anb0ymuH) mnauveHtam ¢ ['@A ¢ 1enbio BBISBICHHS MeTab0IMuecKoi
Hedpomnatuu [90, 92].

VYposens yoeaurenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

Kommenrtapuu: He pexe 1 pa3a B rog

- Pexomenayetcst onpesenenre COOTHOIEHUs (peHMTalaHHa/ THpOo3uHa nareHTam ¢ DA ¢
LEeNbl0 CBOEBPEMEHHOM JMArHOCTUKHU/TIPENYNPEXKACHUS SIBICHUN, BBI3BAHHBIX J€(QUIIUTOM
TUPO3KHA/U30bITKOM (eHmnananuna [101-103].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 4).

KomMMeHTapuu: mpu MpUMEHEHUU OTPAHUYUTENIbHON TUEThl BO3MOXKHO pa3BHUTHE AeduuuTa
HE3aMEHHUMBIX aMHHOKHCIOT, B YaCTHOCTHM — THUpo3uHA. lccienoBaHue HPOBOAUTCS METOJOM
TaHJEMHOM Macc-CIEeKTPOMETPUH, YaCTOTa ONpPEeIIAeTCs WHANBUAYAIbHO, B CpeHEeM, He pexe |
pasza B roJ.

- PexomeHnmoBano mnamueHtam ¢ ['@A mpoBeneHHE OHOXMMHYECKOTO aHalIW3a KpPOBHU
001IeTepaneBTUYECKOrO C IEIbI0 OIEHKH COCTOSHHSI NEYCHH, TOYEK M BBIABICHUS OTKJIOHEHHI
BOKHBIX OMOXMMHUYECKUX TTOKa3aTeJIeH M X JaIbHEHIIIeH KoppeKuu He pexke 1 pa3a B rox [44, 45,
46, 47, 49, 83, 121].

VYpoBeHb yoeauTeabHoCTH pekoMenaaruii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 4).

KommenTapuu: 1pd TpPUMEHEHUHM OTPAHUYUTEIBHOW  JUEThI BO3MOXKHO  pPa3BUTHE
TUCIPOTEMHEMUH, HapyLUIeHUS  MHHEpalbHOro oOMeHa ©  JeduIUTa  SCCEHIMAIbHBIX
MHKpPO3JeMeHTOB. LlenecooOpa3Ho omnpesesieHne coaepKaHus TI0KO03bI, 001ero Oeika, OSIKOBBIX
¢bpakiuii, obmero OwIMpyOWHA, XOJECTepHHA, TPUTIUIEPUIOB, JHIONPOTEHJAOB HU3ZKOH U
BBICOKOUW TUIOTHOCTH, IIeN0YHON (ocdarasbl, KpeaTHHHHA, MOUYEBUHBI, alaHHHAMUHOTpaHC(epasbl
(AJIT), acmapraramuHoTpancdepasbl (ACT), kampuus oOImIEr0 M HMOHM3MPOBAHHOTO, HATpUS,
Kamnusi, Heopranuueckoro gocdopa, xkenesa, pepputruHa, ypoBHS OCHOBHOTO METa0OINTa BUTAMHUHA
D B kpoBu (uccmemoBanue ypoBHS 25-OH Buramuna JI B KpoBM) M BHUTaMHMHa Bi
(umanoko6anamMuH), GOIUEBOI KUCIOTHI C LIETBI0 OIEHKM OanaHca BaXHEUITUX HYTPUEHTOB MPHU
JMETOTepanuu, OICHKH KalbIMeBO-(hochopHOro oOMEHa, OIEHKHM COCTOSHUS TMOYEK, MEYCHU C
NepuoNYHOCThIO 1 pa3 B rox [44, 45, 46, 47, 49].

- PeKOMeH,Z[yeTCH MNPOBCACHUC HHCTPYMCHTAJIbHBIX O6CJ'I€,Z[OBaHI/II‘/’I IIOYCK, IICUYCHHU,
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MOJDKENTYI0OYHON JKeJe3bl COIVIACHO PEKOMEHIAIMSAM 10 JUCMETa0OIMYECKHMM He(pOomaTHsM,
MOYEKaMEHHON O0JIe3HH, METa0OIMYECKOMY CHHIPOMY B CBSI3M C BBICOKOM BEpPOATHOCTBIO
pazButus y mnauueHToB ¢ ['@A mnopaxeHus mouyek, MeTabOJIMYECKOTrO CHHIpPOMA C IIEJIbIO
CBOEBPEMEHHOM JIMarHOCTHKH ¥ TEPAIMU JaHHBIX cocTostHui [99].

YposeHs yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeNIbCTB — 4).

KomMMeHTapuu: 0OBIYHO B Kauye€CTBE CKPUHUHI-IUArHOCTHKM U JAMHAMHUYECKOTO KOHTPOJIS
MIPOBOJIUTCS yABTpa3ByKoBoe uccienoBanue (Y3M) opraHoB OpIOMIHOM MOJIOCTH (KOMILIEKCHOE) U
nouek He pexe 1 pasza B rox nammentam ¢ [ @A is BBISIBICHUS TUCMETAa00IMYecKuX HedpomaTuii,
He(ppOKAITBINHO32, U3MEHEHHUI CO CTOPOHBI IIEYSHHU U O KEITyJOUHON JKeJIe3bl

- Pexomenpayercs mpoBeneHue osnekTposHuedamorpapun (3) u D3[-mMoHUTOpHHTA
nanueHTam co BceMu ¢opmamu ['OA npu HamuyuMM HEBPOJOTMYECKOW CHUMMTOMATHKHU IS
BBISIBIICHUS! SMUIICTITHYECKON akTuBHOCTH [91].

Yposenb yoeaurenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTeNIbCTB — 4).

KommenTtapun: 331" 1 D3I -MOHUTOPUHT MO MOKa3aHUAM, IPU CTAOUIBHOM TeueHuu — 1 pa3
B IOl

- Pexomenpayercs nposenenue MPT rojgoBHoro mosra (Hapko3 — Mo MOKa3aHUSIM) MallMeHTaM
co Bcemu ¢opmamu ['OA npu HaTUYMKU Yy HUX HEBPOJIOTUYECKON CHUMIITOMATHKH ISl BBISIBICHUS
MIPOrPECCUPYIOIINX U3MEHEHUH Oetoro BemecTBa mo3ra [14].

VYpoBeHb yOeAUTENBHOCTH PeKOMeH 1aIuii B (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 3).

KommenTtapun: MPT no nokazanusmM.

- PexkomeHnyercss  UCCIEIOBAHME  MHUHEPAIBHOW  IUIOTHOCTH  KOCTHOM  TKaHH  —
(pEeHTreHIeHCUTOMETPHSI) y MAalMEHTOB CcTapile 5 JeT JUIsl AUarHOCTUKU OCTEONOpO3a, BBISBICHUS
IPYIIIBI PECKA IO OCTEONIOPO3Yy U MPUHATHS poduiakTHaeckux mep [48, 50].

Yposens yoeaurenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 2).

KomMmeHTapuu: gacToTa Mcciae0BaHni — M0 ToKa3aHusaM He Jaie 1 pasa B ron [48, 50].

- PekomentyeTcs mpoBe/icHUEe peHTreHOTpaduu KUCTH PYK JETsM co BceMu Gopmamu DA,
UMEIOIINAM 3aJIePXKKY (PU3UIECKOTO PA3BUTHS M IOJIOBOTO Pa3BUTHS, ISl ONPEIEICHUSI KOCTHOTO
BO3pacTa M JOMOJHUTEIBHOMN OICHKH KaableBo-pochopHoro oomena [104].

VYpoBeHb yOoeauTeabHOCTH A0ka3aTenbcTB C (ypoBeHb JOCTOBEPHOCTH PEKOMEHIAINH — 4).

KommeHTapuu: uccnenoBaHue IpoBOIUTCS MAIIMEHTaM ¢ 2 JIeT

- PexkoMmenayercss TpoOBeIEHHE MHCTPYMEHTAIBHBIX OOCICIOBAaHUNA B COOTBETCTBUHM C
PEKOMEHIAIUSAMU 0 aTePOCKIEPO3y M UIIEMHUYECKOW OOJIE3HH cepliia B CBsI3U ¢ 0oJiee 4acThIM
BBISIBJICHUEM [AHHOW MAaTOJIOTHH y mNanueHToB ¢ ['DA aius CBOGBPEMEHHOW JIMAarHOCTHKH W
crapra/koppekuuu Tepamnuu [83, 99].

VYpoBeHb yOoeauTeabHOCTH A0Ka3aTenbeTB C (ypoBeHb JOCTOBEPHOCTH PEKOMEHAAINH — 4).

KommeHTapwmii: mpoBOIUTCS 3JICKTpOKapaAnoTrpadus mamueHTaMm co BcemMu Gopmamu ['OA, B
cpenHeM, He pexke 1 pasa B rof, Ipu HEOOXOIMMOCTH, TIO TIOKA3aHMIM, dXOKapauorpadus.

- PexoMenayeTcst mpoBeieHUE ANeKTpoKapanorpaduu u/uian sXokapauorpaduu manueHTam ¢
HapylieHneM OOMeHa TeTparuapoOHONTEPHHA, TOMYJaIOINM JOTTAaMUHEPTUYECKUE Mpenaparsl, ¢
EJIbI0 KOHTPOJIS TOO0UHBIX 3 dekTo euenus [87].

VYpoBeHb yOoeauTeabHOCTH A0ka3aTenbeTB C (YypoBeHb JOCTOBEPHOCTH PEKOMEHIAINH — 5).

KoMMeHTapuii: mpoBOaUTCs, B CpeliHeM, He pexke | pa3a B rof

- PCKOMCH,Z[yeTCH KOHCYJIbTAallUKM BpPavYOM-TCHCTUKOM C I[CJIbKHO OLNCHKU HYTPUTUBHOI'O U
IICUXOHEBPOJIOTHUYICCKOI'0 CTATyCa MMAIlUCHTOB C I'dA Uit CBOCBPEMCHHOT'O BBISIBJICHU S HapymeHI/Iﬁ
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U TpU HEOOXOTUMOCTH HAIPaBICHHUS K COOTBETCTBYIOIIEMY CIHEIHAIUCTY JUIsl HAOMIOJCHHUS WU
KOPPEKIUH JICUCHHS.

OntuManbHas 4acTOTa HAOJIOJJCHHS, COTJIACHO €BPOTICHCKUM PEKOMEHIAIIHSAM:

- B Bo3pacrte 10 1 roga — He pexxe 1 pasza B 2 mecsiiia

-c 1 roma no 12 net — He pexe 1 pa3a B 6 mecsieB

- ¢ 12 no 18 net — He pexe 1 paza B 6 mecsiieB

- crapiue 18 et — He pexe 1 pa3 B rof

- mpu OepeMEeHHOCTH — He pexke 1 pa3a B Tpumectp [16].

CornacHO MHEHHUIO pabodYell TPYIIbl POCCHUICKHX 3KCIEPTOB, IIeIecO00pa3HO MPOBOIHTH
0osee yacToe HaOJIO/IeHUE TAIIMEHTOB B Bo3pacTe /10 1 roja He pexe 1 paza B Mecsl, ¢ 1 roga — He
peke 1 pasza B 3 Mecsiia, y OepeMeHHbIX — He yarie 1 pasza B mecsir [16].

Yposens yoeautenbHOCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

KomMmeHTapuu: naHHBIE peKOMEHJAIMA OCHOBAaHBI Ha MHOTOJIETHEM OIBITE Pa0OTHI BpadeH,
CHEIHATM3UPYIOLIMXCST Ha JICUEHUU NAIMeHTOB ¢ (eHWIKeToHypueil B P®, u aHaloru4yHbIM
pEeKOMEHIanusM, pa3paboTaHHBIM B cTpaHax EBpocorosa [16].

- PexomengoBaHa KOHCY/IbTAIUsl Bpadya-reHETHKA MOBTOPHAs MAIlMEHTaM C yCTAaHOBJIEHHBIM
muarHo3oM ['DA ¢ 1menpi0 CBOEBPEMEHHOTO BBISIBJICHUS HApYIIEHUH W MPU HEOOXOTUMOCTH
HaMpaBJIEHUs K COOTBETCTBYIOIIEMY CIICIIHATUCTY ISl HAOMIOACHUS U KOppeKInu Jiedenus. [16].

Yposens yoeaurenbHOCTH pekoMeraauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PekoMeH10BaHa KOHCYJIbTAIIMS Bpada-auerosora (He pexxe 1 pasa B 12 MecsiieB) narueHTam
C YCTaHOBJICHHBIM JuarHo3oMm ['DA s 1omoJHUTENHHOW KOppeKIuu auetorepanuu [16, 21, 23,
25, 26].

Yposens yoeaurenbHoCTH pekoMeHaaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KoMMeHTapuu: KOHCynbTalusi Bpada-JUeTosIora MokKa3aHa IMaldeHTaM C LEJbI0 OKa3aHHs
CIICHIMATM3UPOBAHHON MEIUIIMHCKOM MTOMOIIIH.

- PexoMmeH10BaHa KOHCY/IbTAIIMSI Bpada-IMeToJIora MOBTOPHAS MAIlUCHTaM C YCTaHOBJICHHBIM
muaraozom ' A s ouenku adpdexruBnoctu auetsl [16, 21, 23, 25, 26].

Yposens yoeaurenbHoCTH pekoMeraaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KoMMeHTapuu: TATONCHETHYECKUM  METOJOM  JICUCHHUS  (PCHHJIKCTOHYPHH  SIBJISCTCS
nuerorepanus. YacTora mocemeHus Bpada-aueToiora — o noKa3aHusIM.

- PexoMenioBana KoHcynbTalus Bpaya-neauarpa aetsam ¢ DA He pexxe 1 pasa B 6 mecsien
JUISL OLIEHKHU OOIIEr0 COCTOSIHUS 3I0POBBS U OIPEICIICHNs TAKTUKH JalbHEeHIei Tepanuu [16].
VYpoBenb yoeautenbHocTH pekoMenaaruu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomeHnoBaHa KOHCYNIbTallMsi Bpada-TepaneBTa [Uisd TMalueHTa crapime 18 Jjer ¢
yCTaHOBJICHHBIM auarHo3oM ['@A He pexe 1 pasza B 6 MecsleB A OLUEHKU OOIIETO COCTOSIHUS
3II0OPOBbBS U OTIPEICIICHUS TAKTUKHU JaibHenen Tepanuu [16].

VYpoBens yoeautenbHoCTH pekoMeraaruu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

- PexomenioBano naruenTam ¢ @A koHCyIbTalMs Bpaya-KapAU0JIora/KapIuoiora JeTCKoro
He pexe 1 paza B 12 MecsleB sl CBOEBPEMEHHOTO BBISBICHHMS W/WIM MOHUTOPHHTA
KapIMOJIOTHIECKUX u3MeHeHuit [4, 5, 16, 45, 83].

YposeHs yoeaurenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PexoMeHmoBaHO nmamueHraMm € [®A 1o mnoka3zaHusIM KOHCYJIbTAllUsA  Bpayda-
Kap;monora/lcapzmonora ACTCKOTO TIOBTOpHAasA JJid OHLCHKH BbIABJIICHHBIX KapAUOJIOTHYCCKUX
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MU3MEHEHUII U peleHus Bonpoca o tepanuu [4, 5, 16, 45, 83].
VYpoBenb yoeautensHocTH pekoMeHaanuu C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 5).

- PexomennoBano nanuentam ¢ ['@A mo mokazaHUsIM KOHCYJIbTallMsl Bpada-HEBPOJOTra s
CBOEBPEMEHHOTO BBISIBIICHUS M/UJIM MOHHTOPHUHIA HEBPOJIOTMUECKUX M3MeHeHuH [16].
YpoBeHb yoeauTenbHOCTH pekoMmenaanyu C (YypoBeHb TIOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- PexomenpoBano mamuentam ¢ ['A 1o moka3aHUsIM KOHCYJIbTAIlMs Bpada-HEBPOJIOTA
MOBTOPHAsI C LEJIbI0O KOPPEKIMH BBISBICHHBIX HEBPOJOTUYECKUX H3MEHEHUN W OIpeAesieHUs
najbHeHIei TakTiky iedeHus [16].

Yposens yoeaurenbHOCTH pekoMeraaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- PexomennoBano marmentam ¢ '@A ocMoTp BpauoM-o(TaibMOJIOTOM He pexe 1 paza B 3
roJia C LEJbIO BBISBJICHHS TTIa3HOM maTtosoruu [16].
Yposens yoeautenbHOCTH pekoMenaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- PexoMengoBaHa KOHCYJIbTAIlMsl Bpada-TaCTPOIHTEPOJOra IMAIMEHTaM C YCTaHOBJICHHBIM
muarHo3oM ['OA mpu HaTWYUKM TIOKA3aHUH IS CBOEBPEMEHHOTO BBISBJICHUS W/WJIM MOHUTOPHHTA
racTPO3HTEPOJIOTHYECKO matosoruu [16].

VYposens yoeaurenbHoCTH pekoMeHaauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PGKOMGH,}IOBaHa KOHCYJIbTAllA Bpada-TiCuxuaTrpa nanyueHTaM C YCTaHOBJICHHBIM JHArHO30M
I'®DA 115t OIICHKH IICHXHATPUIECKOTO CTAaTyca MPU HAJTUYKHU TTOKa3aHui [16].
Yposens yoeaurenbHOCTH pekoMeHaaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PexoMeH10BaHa KOHCYNbTallMs Bpaya-TCUXUATpa MOBTOPHAS MAllMEHTaM C YCTaHOBJICHHBIM
nuario3oM ['@A no mokazaHusiM ISl KOPPEKIMU BBISIBICHHBIX MCUXUATPUUYECKUX HAPYIICHUU U
ompeeNeHus aanbHeleld TakTuky jJeucHus [16].

Yposens yoeaurenbHoCTH pekoMeHaauu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- PekoMeHi0BaHa KOHCYIbTAIMS MEIUIIMHCKOTO IICUXoJjiora namueHTam ¢ ['@A npu Haauauu
MMOKa3aHUKW I OICHKM MW KOPPEKIHMH TICHXOJOTHYECKOrO0 COCTOSHHMS UM ICHXOJIOrO-
[IeIarOTMYECKOTO COMPOBOKIACHUS ceMbH He peske 1 pasa B rox [30, 51, 52].

Yposens yoeaurenbHoCTH pekoMeraaui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEILCTB — 5).

KoMMeHTapuu: Ui OLEHKH HMHTEIUIGKTa W JPYTMX BHJIOB ICHXHYECKOW JCSITECIbHOCTH
narueHToB ¢ @A HCHob3yI0T COOTBETCTBYIOIIUE MPOrPaMMBbI U TeCThl. Bo BpeMst mepexoaHoro
Ieprojia IMOJPOCTKaM OCOOCHHO HEoOXOoauMa IICHMXOJIOTMYECKas IOMOINb II0  BOIPOCaM
KOMMYHHUKAIIMH B CEMbEe M OOIIeCTBE, MPO(ECCHOHAILHONW OpHEHTAIMu; i JKeHImmH ¢ ['DA
aKICHT CJICJYeT JIeJIaTh Ha BOTIPOCAX, CBA3aHHBIX C OEPEMEHHOCTBIO.

- PexkoMeHI0BaHAa KOHCYJIBTALMS MEIAMIMHCKOTO TICHXOJIOra IIOBTOPHAS IAlMEHTaM C
YCTaHOBJICHHBIM JuarHo3oM ['DA mpu HaIWYMU TOKa3aHUHA JUIS TICHXOJIOTO-TeIarorHueckoro
conpoBokaeHus cemb [30, 51, 52].

VYpoBeHb yoeautenbHoCTH pekoMeraaruu C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KomMeHTapuu: TICHX0JIOTHYECKast TOMOIIb MAI[MEHTaM MOYKET MOTPeOOBaTh KypC 3aHITHH — B
3aBUCHMOCTH OT WHINBUIYATbHBIX 0COOCHHOCTEH MaI[HeHTa U CEMBH.

- PexomenmoBaHo manmeHTaM ¢ I DA KOHCYJIbTAallMd Bpada-CypaoJiora 1o IIOKa3aHUsAM C

[[eTbI0 MCKJIFOUEHHUSI HapYIIEHUs ciiyXxa y peOeHKa ¢ 3aJep)KKOH TeMIIOB TICHXOPEYEBOTO Pa3BUTHS
[88].
YpoBeHb yOCIUTEIBHOCTH PeKOMeHIaIui B (ypoBEeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 3).
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- PexomenmoBano mnamueHtaM ¢ ['@A KoHCynbTalMs Bpada-AepMarojora ¢ IeEiblo
AWXArHOCTUKH I1aTOJIOTMKU KOKHBIX IMOKPOBOB H H0n6opa pallOHAJIBHOI'O JICHCHHUA HNpPH HAJIUYNHU
noka3zanwii [78].

VYpoBeHb yoeauTenbHoCTH pekoMeHaanuu C (YypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- PexomenpoBano mnamuentam ¢ ['OA KoHCynbTanus Bpada->HAOKPHHOJOTA C IENIBIO
YTOUHCHHUS HapyIIeHHsT QYHKIMH YHJOKPHHHOW CUCTEMBbI TIPU HAIMYKY roka3zaHwuii [3, 84, 85].
VYpoBeHb yoeauTenbHoCTH pekoMeHaanuu C (YypoBeHb TIOCTOBEPHOCTH JJOKA3aTEIbCTB — 5).

- PexomenmoBano mnaruentam ¢ ['@A KoHCynbTalus Bpada-(QpuU3MOTEpaneBTa C IENbI0
COCTaBJICHUS TUIaHa (PU3MOTEPANeBTUUESCKUX MPOIICTYp MPH HATUYMHU TOKa3aHuit [86].
Yposens yoeaurenbHoCTH pekoMeraaiui C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5).

- PexomennoBano sxeHmuHam ¢ @A Bo Bpemsi OepeMEHHOCTH HAOMIOJCHUE Y aKyliepa-
THHEKOJIOTa (C  MEePHOJAWYHOCTBIO, MPEIYCMOTPEHHOW COOTBETCTBYIOIIUMH  JIOKYMEHTaMH,
periIaMeHTHPYIOUIMME HaOIoZieHne 3a OepeMEHHBIMH) W Bpada-TeHETHKa C IEIhI0 KOPPEKIUH
Tepanuu ¥ KoHTposis DA kposwu [72-74].

VYposens yoeaurenbHOCTH pekoMeHaaiuu C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

- Pexomennyercs mnanumentam ¢ ['@A mnpu OTCYTCTBUM CONYTCTBYIOIIMX 3a00JjieBaHUMN
MPOBOJUTH NPO(GUIAKTUYECKYI0 BaKIMHALMIO C 1eNbio (OPMHUPOBAHMS HMMYHHOM 3aIllUThI
opranu3ma oT uHpekui mo rpapuxy [16].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIILCTB — 5).

KomMmeHTapuu: npu HaJdM4uuM CONMYTCTBYIOIMX 3a00JI€BaHUN pa3pellieHHE Ha IpPOBEICHHE
IIPUBUBOK JIa€TCS COOTBETCTBYIOLIUM CIELUATUCTOM. JlaHHbIE PEKOMEHJAIMM OCHOBAaHbI Ha
MHOTOJIETHEM OIBITE pabOThl Bpadel, CHEHUATM3UPYIOIIUXCA Ha JICYEHUM MAIUEeHTOB C
(denunkeronypueii B PO.

OpraHusaums oKkasaHMA MeaULMHCKOW NOMOLUM

MokasaHuA K rocnutanusaumm

[Toxa3zaHwust IUTs TUTAHOBOM TOCIIUTAIM3AIMH B MEJUITUHCKYIO OPTaHU3aIUIO:

1. mpoBeneHWE AMArHOCTHKH M JICUCHHsI, TPEOYIOUIME MPOJOKUTEILHOTO (IHEBHOE WIIH
KPYIJIOCYTOYHOE TpeObIBAaHUE) MEAMIMHCKOTO HAONIOJACHUS W  MOHHTOPWUHTA  KIMHUKO-
na00paTOPHBIX MOKA3ATEIICH;

2. HeoOXOJWMOCTh MPOBEACHUS pA3JIUYHBIX BHJIOB O3KCIEPTU3 WM OOCICIOBaHUS B
MEJIUIMHCKOW OpraHu3aluy MPH HEBO3MOXKHOCTH MPOBEACHUS WX B aMOYJIATOPHBIX YCIOBHUSX (B
TOM uncie oopMIeHHE 3aKII0UeHUs (peaeparbHOro KOHCUINYMa/BpaueOHOM KOMUCCHH).

3. [IpoBeeHue TECTHPOBAHUE YYBCTBUTEILHOCTH K CAlIPONITEPHHY ™ *

KomMmeHTapuu: mnpoBeieHHEe Harpy304HOro TecTa C CalponTepuHOM™* Moxer ObITh B
YCIOBHSX KPYIJIOCYTOYHOTO, TaK U JHEBHOTO cTalMoHapa (npuioxkenue A3.12).

[Tpu CTallMOHAPHOM JICYEHNN HALUECHTY Ha3zHayaeTcs HU3KOOEIKOBast
(runodenunnazaHuHOBAs JUETA) U AMUHOKHUCIIOTHAs! CMECh.

IToxa3zanus UIsl SKCTPEHHOW TOCIUTAIN3ALNMN B MEAUIIMHCKYIO OpPTraHU3alUIo:

1. ocTpble yrposxarouiye Ui JKU3HU M Pa3sBUTHUS OCJOKHEHUH COCTOSHUS, Tpedyromue
HEOTJIO)KHOTO JIEYEHMs, B TOM UHCIIE HHTEHCUBHOW TEpaluu, a TaKkKe KPYrJIOCyTOYHOIO
MEIULMHCKOTO HAOIOACHUS U TPOBEACHUS CIIEUATbHBIX BUJIOB 00CIEIOBAHUS U JICUSHHUS.

ITokazaHus K BBIIIMCKE HallM€HTa U3 MEIUIIMHCKOM OpraHu3aluu:
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1. oTcyTrCcTBHE Yrpo3bl AJs )KM3HM MAIMEHTA U YIrPO3bl Pa3BUTHUS OCIOKHEHUH, TpeOyIOUIX
HEOTIIOKHOTO JICYEHUS MPH 3aBEPIICHUH TUArHOCTHYECKUX MEPOTIPUSATHHA.

2. crabunu3amysi COCTOSHUST M OCHOBHBIX  KIIMHUKO-JIAOOPATOPHBIX  IOKa3aTesei
MATOJIOTMYECKOTO TPOLECcca, OTCYTCTBHE HEOOXOAMMOCTH B IPOJOJDKUTEIBHOM MEAULIUHCKOM
HaOr0IeHUH (JTHEBHOE MITH KPYITIOCYTOYHOE MpeObIBaHKE);

3. BBINOJHEH IUIaH OOCIEJIOBAaHWS U JICYCHHs T[MallMeHTa, JaHbl PEKOMEHJAIUH TI0
JanbHeHeMy HaOII0ICHUIO U JICUCHHUIO.

4. HeoOXOAMMOCTH TIEpeBOJa TAIMEHTa B JPYroe MEIUIMHCKOE YYPEKICHHE WIIH
YUPEXJICHNE COLMATBHOTO 00ECIICUCHHUS.

MpuHUMNbI OpraHn3aunm MeauLMHCKON NomMoLlum nauyueHtam ¢ FOA

[ToctanoBka nuarnoza ['®A cTaBUT MHOTO BOIPOCOB IEpea POJICTBEHHHKAMU MAalMEHTa U
nepesl CrheuuaaIucTaMH, padoTaIMMU C TaKUMU HalMeHTaMd. MHOrodMcieHHble MNpoOJIeMBbl,
BO3HUKAIOIIME NMpPU OOHApPYXKEHUH U Pa3BUTUU 3a00JIeBaHUs, Ul PELICHUs] KOTOPBIX TpedyeTcs
IrPaMOTHAsl OpPraHM3alys IIpolecca IMOMOIIM IPU yYaCTUU MYJIbTHIMCHUIUIMHAPHON KOMAaHbI
CHEIHAIMCTOB U COOIIOCHNE OCHOBHBIX MPUHIIUIIOB U TOJIX00B K €€ 0Ka3aHHUIO.

JlaHHBIE TPUHIMIBI JIOJDKHBI COOJIONATHCS HaA JIFOOOM JTarne OKa3aHWs MEIUITUHCKON
MTOMOTIIM, KaK B MOMEHT MTOCTAaHOBKH JUArHO3a, TaK M Ha JIF0O00M dTare HabJt0IeHUs MaueHTa.

1. [1arueHT U ero mpeACTaBUTENU OJKHBI NOJTydaTh MOJIHYIO HH(OpMaIHio 0 3a00JI€BaHNUY,
€ro TeYeHUH, MaToreHe3e, MPOTrH03axX, OCIOKHEHHUSIX U METOJaX BO3MOXKHOU Teparnuu.

2. Jlnarno3 '@ A noapazymeBaeT BO3MOKHOCTh OKa3aHUs MEPBUYHOM, CIEUATU3UPOBAHHON
Y NaJJTMaTUBHOM MOMOIIM Ha BCEX dTamnax 3a00JieBaHus.

3. Ilpu mocranoBke mmarHoza ['DA, ceMbss MoDKHA OBITH HaAmpaBjieHAa K CHCIHAIHCTY,
HMEIOIIeMY OTBIT paboThl ¢ manuentamMu ¢ DA, oGmamaromero coBpeMeHHOW WH(oOpmalen o
TeYeHUH 3a00JeBaHUsI M BO3MOXKHOCTH Y4YacTHUSl B KIMHUYECKMX HCIHBITAHUAX (HOBBIX
JIEKapCTBEHHBIX IMPENapaToB W/WIM TEXHUYECKUX YCTpOMCTB). Takke BaXHBIM SIBIISIETCA
nH(OPMHUPOBAHHE CEMEIl O CYIIECTBYIOIIUX OOIIECTBEHHBIX OpPraHHU3alusaX, padoTaIoUIUX C ITOH
IPYIION MAUEHTOB.

4. K nabmonenuto 3a manueHToM ¢ ' @A mosmkHa ObITh IPUBJICUYCHA MYIbTHAUCITUIIMHAPHAS
KOMaHJia CIIeHUaIMCTOB B COCTaBe: IeauaTp/TepaneBT, Bpady-TeHETHK, Bpay-IAUETOJIOT, Bpay-
HEBPOJIOT, MEJAUIIMHCKHUM MCHUXOJIOT, Bpay-3HI0KPUHOJIOT, Bpay-IICUXUATp, Bpau-KapAUoJor, Bpad-
¢busnoTepaneBT, Bpay-racTpodHTEepoJior. Jlpyrue crnenuanuctsl AO0KHBI IMPUBJIEKATHCA 1O Mepe
BO3HHMKHOBEHHUS CIIEU(UIECKUX TIPOOIIEeM.

- KoMmMeHnTapuu: Bpay-T€HETUK OCYLIECTBIISIET OCHOBHOE HAOIOJCHHE 3a MalMeHTaMu C
I'DA. B xpyr obs3aHHOCTEl Bpaua-Te€HETHKAa BXOJUT OOCIEIOBaHHWE W IOCTAaHOBKA JAMArHo3a,
nH(pOpMUPOBaHUE CEMBU O 3a00JIEBAHWM, COCTABJICHHE TUIAHA MHOTONPO(PUIHLHOTO HAOIIOIEHUS,
OCYILIECTBIIATh HAONIOZCHHUE 32 MAIleHTOM, OIICHUBATh JTUHAMHKY U CTENEHb MPOTPECCHPOBAHUS
3a00JIeBaHUs TPU PETYASIPHBIX OCMOTpaX, Ha3HA4yaeT MOJIepKUBalOIIyl0 Tepanuo. [lpu
HACTYIUICHHH (PepTUIIHHOTO BO3pacTa y manueHToB ¢ ‘@A cocTtaBieHue MaHa MpearpaBUaAapHON
MOATOTOBKH Jyis nipodunaktuku Matepunckod @KV, TecTupoBaHue mapTHepa Ha Te€TepO3UTOTHOE
HOCUTENbCTBO. [Ipu cocTaBleHWH TIaHa MHOTONPO(QUILHOTO HAOTIOJACHMS, Bpau-T€HETUK
OTpeieNiieT KPAaTHOCTh HAONIONEHUS Yy JAPYrUX CIEHUATNCTOB MHOTOMPO(GUILHON KOMaHbI,
COOTBETCTBEHHO TEKYIIEMY COCTOSHUIO TmauueHTta. IIpum KaxaoM ocMoTpe Bpau-r€HETUK
OCYIIECTBJISIET NEPEOLICHKY TEKYIIEro COCTOSHUS NMAlMEHTa U B COOTBETCTBUU C 3THUM BHOCHUT
KOPPEKTUPOBKH B IJIaH MHOTOMPO(IILHOTO HaOMoAeH!. B CBOMX peKoMeHIalusIX Bpay-TeHETHK
yKa3bIBaeT HEOOXOMUMBIC TAIMEHTy JIEKapCTBEHHBIC Tpenaparbl, AUETOTEpanui0 W Jp. B
COOTBETCTBUU C BBISIBICHHBIMH MOTPEOHOCTSAMHM MallMeHTa. A TaKkKe Bpad-TeHETUK OCYIIECTBISET
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Habmronenue pebeHka ¢ cuuapoMoMm MatepuHckoi DKY (koHCynmbTHpOBaHUE, ONpeEAeiICHUE
TaKTHKH J1000cienoBanus 1 pemienus sonpoca o JIHK-1uarnoctuke).

6. [JononHutenbHass uWHcpoOpmMauua, BIUAKLWAA Ha TeYeHUe U UcXon
3aboneBaHus

DA — xpoHumdeckoe Heuszneuumoe 3a00JeBaHUE, TMOITOMY NAIMEHTHl HYXIAIOTCS B
AKTUBHOM JIUCIIAHCEPHOM HAOJIOJIEHUW U HENpepbiBHOM JieueHuH. [Ipu cBOEBpeMEHHOM
JMArHOCTHKE W aJICKBaTHOM Tepanuu KIMHUYECKas KapTuHa 0oJiee OaronpusTHa, IPH OTCYTCTBUU
— TIOPaXEHUE HEPBHOM CHUCTEMBI OBICTpO mporpeccupyer. MHOTHE MNaIlMEHThl, CBOEBPEMEHHO
JMarHOCTUPYEMbIE U MOJIydarollue aJeKBaTHYIO TEPaIuio, JI0’KUBAIOT J0 MPEKIOHHOTO BO3pacTa,
YKUBYT TIOJIHOIIEHHOM JKM3HBIO M OCTABIISIOT 3JI0POBOE IIOTOMCTRBO.

KpMTepMVI OLIeHKM KayecTBa MeAULMHCKOMN NOMOLLU

N Kpurepun kauectsa Onenka
BBITIOJTHECHHSI
1 [IpoBenen HeoHaTaNbHBIN CKPUHUHT (OIIpeaesieHo coaepxanne DA) Ha/ner
2 [IpoBeneno omnpenenenue conepxkannsa @A B KpOBU MAIMEHTaM C Ha/ner

nono3peHuemM Ha [ DA

3 [IpoBeneHO MOJIEKYISIPHO-TEHETHYECKOE TECTUPOBAaHUE IS yTouHeHus | [la/Her
(dhopmbl 3a00€BaHMS

4 [IpoBeneH Harpy304HBINA TECT C CAaPONTEpUHOM (B TeueHnue He MmeHee | Jla/Her
48-yacoB) marMeHTaM cTapiie roja ¢ myranusimMu B rene PAH, kotopeie
aCcCOLIMMPOBAaHBI C YyBCTBUTEIBbHOCTHIO K BH4

5 [IpoBeneH KIMHUYECKUN aHAIM3 KPOBH (COACpKAHUE TeMOTI001HA, Ha/uer
KOJIMYECTBO IPUTPOIIUTOB, [IBETOBOM MIOKA3aTeNb, KOJNIECTBO
JIEHKOLUTOB, TPOMOOIIUTOB, JICHKOIIMTAPHAS (POPMYJIA K CKOPOCTh
OCEJIaHUsI DPUTPOIIMTOB) HA JTAle JUATHOCTHKH U Jlaee He pexke | paza
B TOJ[

6 [IpoBeneHo ucciiemoBaHre aHAIM3a MOYH OOIIEro Ha 3Tare Jla/aet
JTUArHOCTHKY U Jajiee He peke 1 pa3a B rof

7 [IpoBenen 6noxumuueckuii ananus Mouu (ocdarsl, okcanaTsl, ypatsl) |/la/Het
He pexe 1 pa3a B ron nauueHtam ¢ [GA

8 [IpoBeneH OMOXUMUYECKUIA aHAIM3a KPOBH OOIIeTepanieBTHUCCKHI Ja/uer
(comeprkaHue TIIFOKO3bI, 00111ero Oeka, OEMKOBBIX (hpaKInid, 0OIIEero
OounupyOuHa, XoJecTepuHa, TPUTTUIEPUIOB, TUTOMPOTEUIOB HU3KOU U
BBICOKOM MJIOTHOCTH, IIeJI0YHOM (pocdaTassl, KpeaTHHINHA, MOYEBUHBI,
anannHaMuHoTpaHchepassl (AJIT), acnapraTamuHoTpancdepasst
(ACT), kanpIius 00IIeT0 U MIOHU3UPOBAHHOTO, HATPUS, KaJus,
Heopranudeckoro Qocdopa, xxenesa, GeppuTrHa) Ha FTAIS
JMArHOCTHKY U Jlaee He pexe 1 pa3a B roa

9 IIpoBeneHa TanneMHasi Macc-clieKTpoMeTpus nanueHTam ¢ ['QA ¢ Ha/uer
LEJIBbIO OTIPEICIeHUsI COOTHOIIEHHS (peHMIaTaHnHa/TUPO3UHA He pexke 1
pasa B rog
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10

IIpoBeneHo uccienoBaHue ypoOBHS IVIHOKO3bI U INIMKMPOBAHHOTO
reMoryio0MHa B KpOBU skeHIIMHAM ¢ [' DA npu HacTymiieHHH
OepeMeHHOCTH

Ja/uer

11

[Iposeneno D3I" u D21 -MOHUTOPUHT MAaLUEHTaM cO BceMu popMamMu
I'®A npu HamMUUKM HEBPOJIOTHUYECKOW CUMIITOMATUKH, A IIPU
CTaOMJIBHOM TeueHuu — | pa3 B ron

Ja/uer

12

[IpoBeneHo yIbTpa3ByKOBOE MCCIIEAOBAHNE OPTAHOB OPIOIITHOM
II0JIOCTH U ITIOYECK ITalTMCHTaM C I'dA Ha MOMEHT MOCTAaHOBKHU Juar”Hosa
U Janee — He pexe 1 paza B rog

Ja/uer

13

[IpoBenena anekTpokapauorpadus marueHTam co BceMu GopMaMu
'®A Ha MOMEHT MOCTAaHOBKH JMAarHo3a U jajiee — He pexe 1 paza B rof

Jla/met

14

[IpoBeneHO MOTIOTHUTENBFHOE IKCIIEPTHOE YIABTPA3BYKOBOE
uccienoBaHue miuoja xxeHuHam ¢ @A npu 6epeMEeHHOCTH € LENbI0
WCKJTFOUEHHSI BPOKJICHHBIX aHOMAJIMI pa3BUTHS IUIOa Ha cpoke 15-16
HeJenb OEpEMEHHOCTH

Ja/aet

15

[IpoBeneHO MOTIOJHUTETEHOE YKCIIEPTHOE YIIBTPA3BYKOBOE
nccaeaoBaHue mwioaa skeHmuaam ¢ A npu 6epeMeHHOCTH C IETTbI0
WCKJTFOUEHHSI BPOKJICHHBIX aHOMAITMI pa3BUTHSI IUTOA HA Cpoke 25-26
HeJenb OEpPEMEHHOCTH

Jla/met

16

[IpoBeneHa nepBuvHas KOHCY/IbTAIIMS Bpada-TreHETHKA MallUEHTaM C
['®A Ha MOMEHT yCTaHOBJICHHS JUArHO3a

Ja/aet

17

[IpoBenena KoHCyNbTalLlMs Bpaya-TeHETHKA OBTOPHAs MAIlUEHTaM C
YaCTOTOM, COOTBETCTBYIOIIEH BO3pACTy MallMeHTa

Jla/aet

18

[IpoBeneHa KoHCYabTALIAS Bpada-meauaTpa AeTSIM ¢ YCTaHOBJICHHBIM
nuarno3om ['®A, eciu He TPOBOAWIIACH B MPEIIECTBYIONINE 6 MECALIEB

Jla/aet

19

[IpoBenena KoHCYNbTallMs Bpaua-TeparneBTa naiueHTam crapiie 18 et
C YCTaHOBJIEHHBIM Juarno3oM '@ A, ecinu He TPOBOAUIIOCH B
MpeIecTByome 6 Mecsien

Jla/aet

20

[IpoBeneHa KOHCYIbTAIIMS Bpada-reHETHUKA MMalMeHTaM crapiie 18 et ¢
ycTaHOBJIEHHBIM AuarHo3oM ['DA ¢ nenbio 00cyxaeHus
MpeArpaBUIaPHON MOATOTOBKH Mepe/] TUITAHUPOBaHUEM OEpEMEHHOCTH,
obcyxaeHue Borpoca o HeooxoaumocTu nposenenus JJHK-
TECTUPOBAHUS MApTHEPY

Jla/aet

21

HpOBez[eHa KOHCYJIbTAllUs Bpada-HEBPOJIOra MaluCHTaM C I'®A o
IIOKa3aHUAM JJIsI CBOCBPCMCHHOTI'O BLIABIICHUA /U MOHHUTOPHHI'A
HEBPOJIOTUYCCKUX U3MEHEHUN

Jla/aet

22

HpOBez[eHa KOHCYJIbTallUs Bpada-HECBPOJIOT'a TIOBTOPHAA IMAIIUCHTAM C
I'®A 1o nokazaHusaM ¢ HEJIBHO KOPPCKIUN BBIABJICHHBIX
HEBPOJIOTUYCCKUX W3MEHEHUN U ONPCACIICHUA JaIbHEHIIEH TaKTUKU
JICYUCHUA

Ja/uer

23

[IpoBenena KOHCYNIbTAIUS BPAYOM-0(PTaTIEMOJIOTOM (TIPH TIEPBUIHOM
oOcrenoBaHuu u anee He pexe 1 paza B 3 roja), BKIIOYAIOIIAs
obcrnenoBaHue raa3Horo aHa (0(hTaTbMOCKOMUHN) BCEM MAIlUEHTaM C

Ja/uver
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A

24 |IIpoBeneHa KOHCYIbTALUS Bpaya-IICUXUATPa MAlMEHTaM C Ha/uer
YCTaHOBJIEHHBIM AuarHo3oM ['DA 11 o1ieHKH ICUXHUaTPUIECKOTO
cTaryca Ipu HAJIWYUH TOKa3aHUH

25 [IpoBeneHa KOHCYJIbTALIMS Bpavya-IICUXHATPa MOBTOPHAS narueHTam ¢ | [la/mer
YCTaHOBJICHHBIM JInarHo3oM ['DA 1o moka3zaHusiM JIsi KOPPEKIUU
BBISIBJICHHBIX [ICUXUATPUUYECKUX HAPYIIECHUI U ONIPEACIICHUS
TanbHEHIIIEH TaKTUKH JISUCHHUS

26 | BpImoiHEHO CBOEBpEMEHHOE HAa3HAUYCHHUE TUeTOTepanuu narmentam ¢ | [la/aer
xonuenTpanueir ®A B kpoBu = 360 MKMOIIB/T

27 BoIinosiHeHb! pacueTsl MUTaHUS, UCXOJI U3 HOPM (DU3HNOJIOTUYECKOM Ha/ner
MOTPEOHOCTU B OCHOBHBIX HYTPUEHTAX

28 [IpoBenen koHTpoIb ypoBHS DA KpoBU NpU MHULMALMY TueToTepanuu | a/Het

29 |Hasnauen camponTepuH namueraTaM ¢ BH4-nedunmrhoit [ DA npu Ha/ner
OTCYTCTBUH MEJHUIIMHCKUX MTPOTHBOTIOKA3aHUN

30 |Hasmauen camponTeput namuerTram ¢ @AI-nepunuraoit DA, Ha/aer
YYBCTBUTEIBHOM K CAPONITEPHHY TIPU OTCYTCTBHH MPOTHUBOMOKA3AHUI

31 Hasnauens! fonaMmuHepruyeckue npenaparsl, MpeaneCTBEeHHUKA Ha/ner
CEpPOTOHMHA B KOMIUIEKCHOM JIedueHUH narmeHToB ¢ BH4-nedbunurHoi
I'dA

32 [TpoBenen moruTopuHr ypoBHs @A Bcem nanuentam ¢ @A na pone | Jla/Her
JIMETOTEPANNHU B COOTBETCTBUU C YACTOTOM, TponucanHoil B KP

33 [IpoBenen moruTopuHr ypoHst DA 6epemennsiM ¢ [ DA Ha pone Ha/uver
nueroTepanuu He pexe 1 paza B 7 auelt B [ TpuMectpe u He pexe 1 pasza
B 2 Henenu Bo 11 u III tpumecTpe

34  |IIpoBeneHa KOpPEKUMs TUETOTEPAHHU I JOCTUKEHHUS 1IeJIEBhIX Ha/ner
ypoBHel A
35 Haznavens! criennaan3upoBaHHbBIE TTPOIYKTHI IEYCOHOTO MMUTAHMS Ha/uer

(amuHOKHCIIOTHBIE cMecH 0e3 DA)

36 Haznauensl HU3KO0EIKOBBIE POAYKThI MUTAHUS Jla/aet
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13. Kyner Cepreit MBanosuu — wi.-kopp. PAMH, npodeccop, n.m.H., mupekrop ®TBHY
"Menuko-reHeTudecKkuii HayuHblil neHTp um. akagemuka H.I1. boukosa", Ilpesuaent Accornumanuu
MEUIMHCKUX TeHeTUKOB (AMI).

14. JlateimoB Aptyp lllamuneBuy — x.M.H., 3aBenytomuit MI'L[ 'BY3 MO MOHUKMU, unen
Accoumanuy MeJUIMHCKUX TeHeTUKOB (AMI).

15. Jlssuna Jlunus BuxktopoBHa — K.M.H., Bpad-reHeTuk, Cankr-IletepOyprckoe
roCyJapCTBEHHOE Ka3eHHOE yUYpeXJCHHE 3/paBooxpaHeHus "JlmarHocThueckuil 1EeHTp (MEIHKO-
TeHeTUYEeCKUi)", ueH Accolraiy MEAUIIMHCKUX TeHETHKOB (AMI).

16. Marynesuu CBernana AnekceeBHa — J.M.H., 3aBenyromas MI'K I'bBY3 "Hayuno-
uccnenaoBaTebckuii MHCTUTYT — KpaeBasi knmHuueckass OonpHmiia N 1 um. mpodeccopa C.B.
Ouanosckoro" M3 KpacHomapckoro kpas, 4ieH AcCOUaii METUIIMHCKUX reHeTUKoB (AMI).

17. Hazapenko Jlrogmuna IlaBmoBHa — mpodeccop, A.M.H., 3aMECTUTENb TUPEKTOpA IO
HaydHOUW W JieueOHOW paboTe, PyKOBOAMTENb JIA0OpAaTOpPHHM HaclIeACTBeHHOW maronoruu HUN
MeauuuHCcKor reHetuku, Tomckoro HUMII PAH, dnen Accoumanuy MEIUIIMHCKUX T'€HETHKOB
(AMI).

18. HawmazoBa-bapanoBa Jleiina CeiimypoBHa — akagemuk PAH, mnpodeccop, n.M.H.,
pykoBomutennb HWW mnemumatpum um oxpanbl 3a0poBbs geteit [IKb PAH MunoGpHaykwu,
3aBeayomas kapeapon GakyIbTEeTCKON menuatpuu mneauarpudeckoro dakymnprera @I'BOY BO
"PHUMY um. H.U. ITuporosa" Mun3apasa Poccuu, I[Ipeacenarens Ucnonkoma Coro3a neauaTpoB
Poccun.

19. Huxkutuna Hatansss BuktopoBHa — K.M.H., 3aBemyromas otaeneHuem MI'K I'bY3 CO
Knunanko-nmuarnoctudeckuii mieHTp "OxpaHa 370poBbsi MaTepw W peOeHKa'", wieH Acconuanuu
MEJIMIIMHCKUX reHeTuKkoB (AMI).

20. HukonaeBa ExarepuHa AJieKCaHIpPOBHA — J.M.H., TIJIaBHbIM Hay4YHbIM COTPYAHHK,
PYKOBOJIUTEIb OTIENICHUSI HACIEACTBEHHBIX U BPOXKICHHBIX 3a00JIEBaHUIN C HAPYILIEHUEM TCUXUKH
HayuHo-nccnenoBaTenbCkoro  KJIMHUYECKOTO HWHCTUTYTa neauaTtpuu uMeHu akan.  FO.E.
Benstumesa 'bOY BIIO PHUMY wum. H.U. IluporoBa MunsznpaBa Poccuu, unen Accouuanuu
MEJIMIIMHCKUX reHeTukoB (AMI).

21. TlomskoB Amnekcanap BmagumupoBuy — wi-xkopp. PAMH, mnpodeccop, a.mM.H.,
3apenytomuii nabopatopun JHK-muarnoctuku ®I'BHY "Meauko-reHeTH4eckuii HaydHbII LHEHTP
M. akagemuka H.IT. boukoBa", uieH Acconuanuy MEIUIIMHCKUX TeHeTHKOB (AMI).

22. IlymkoB Anekcanap AJjekceeBUY — K.0.H., BEAYIIUNA HAYYHBII COTPYAHHK JabopaTopuu
MOJIEKYJISIDHOM TeHeTHMKH U KieTouHo Ouonormun @OI'AY  "Hayunelif  MeauIIMHCKUIN
HCCIeA0BaTEeNIbCKUI LEHTP 3/10pOoBbs Aetei" Mun3npasa Poccun, unen Acconmanuy MeIUIUHCKUX
reHeTukoB (AMI).

23. Penuna CBernana AdaHacheBHAa — Bpay-T€HETUK OTAeNa OPraHU3alMd MEAUIIMHCKOU
nomomn ®I'GHY "Menuko-renernuecknii HayuHblil neHTp nM. akagemuka H.II. Boukosa", unen
Acconmanuy MeJUIMHCKUX TeHeTUKOB (AMI).

24. PocnaBueBa Enena AnexcanapoBHa — K.M.H., CTApUINI HAYYHBII COTPYIHUK Jab0opaTopun
nUTaHus 370poBoro u OonpHOro pedenka PI'AY "HaydHblit MEOUIIMHCKUI HCCIEA0BATEIbCKHMA
LIEHTp 3/10pOBbs eTel" Munzapasa Poccun.

25. CaBoctbsiHOoB Kupmnn BukropoBuu — k.0.H., HauanpHMK lleHTpa ¢yHIaMEHTaTbHBIX
uccinenosanuil B nexuatpun @I'AY "HayuHblil MEAUIIMHCKUI HCCIIEI0BATENBCKUI LIEHTP 310POBbs
nereii" MunzapaBa Poccun, uieH Acconnanuy MEIUITMHCKUX TeHeTUKOB (AMI).
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26. CeuroBa ['ynpHapa HapumanoBHa — K.M.H., TJaBHbI Bpady MeaUKO-T€HETUYECKOTO
uentpa (I'enernueckoit kiunukn) HUM mequunckoit reneruku, Tomckoro HUMIL PAH

27. CenumssnoBa Jlunus PoGeproBHa — K.M.H., BeAyliuid HayuHblii coTpyaHuxk HHWUU
neauaTpuu U oxpansl 3710poBbs nererd [IKb PAH MunoOpnayku, noneHT kadeapsl neaguarpuu u
nerckoil pesmarosiorun ®I'AOY "llepeoit MI'MY um. .M. CeuenoBa" Munszapasa Poccun
(Ceuenonckuit Yauepcurtet), wied Coro3a [lenuarpos Poccun

28. CemenoBa Haranust AnexcaHApoBHa — K.M.H., CTapIIMi HAay4HBIM COTPYAHHUK Hay4yHO-
KoHCynbTaTuBHOTO oTnena GI'BHY "Menuko-reneTndeckuii HaydHbI eHTp uM. akaaemuka H.II.
Bboukosa", uien Accouuanuu MeIUIUHCKUX reHeTuKoB (AMI).

29. TiomenueBa Enena CraHuciaBoBHAa — J.M.H., 3aBEIyIOLIas OTJEJIOM OpraHU3aluu
Menunuackoil momomu OI'BHY "Meauko-reHeTrnuecknii HaydHbId IIeHTp uM. akaaemuka H.II.
Boukosa", aupexkrop Acconnanuy MEAUIIMHCKUX TeHeTUKOB (AMI).

30. ®ucenko Aunzapeit IlerpoBuu — npodeccop, n.m.H., gupekrop GI'AY "HMMUL] 3nopoBss
nereil" MunsapaBa Poccum, Ilpesunment IlpodeccronanbHoit 0OIECTBEHHOW OpraHU3aIu
(accommarmu) nerckux Bpaded "MHunmaTtuBa CHEUANIMCTOB TMEIWATPUU M HEOHATOJIOTHU B
Pa3BUTHUU KIMHUYECKHUX MPAKTUK" MO BOIIPOCAM NEAUATPUH.

31. ®enoroBa TaTesiHa BanepbeBHa — k.M.H., 3aBeaytomas MI'K bY3 BO BOKB N 1, unen
Acconmanuy MeJUIMHCKUX reHeTUKoB (AMI).

32. IlecromamoBa Enena AHapeeBHa — K.M.H., PYKOBOAUTEIb MOCKOBCKOTO IIEHTpaA
HEOHATAJIbHOTO CKPUHUHTa (MEIUKO-T€HEeTHYecKoe OTJelieHne) npu MOpO30BCKOW JeTCKOM
TOPOJICKOM KIMHUYECKON OOJBHUIIE, WISH ACCOIMAIIUN METUITMHCKIX TeHETHKOB (AMI).

MpeacraBuTenu obLWeCTBEHHbIX OpraHU3auun:

33. banabanoBa Enena HuxomaeBma — Ilpesupenr AHO "OOmecTtBo mamueHTOB ¢
(dhenunkeronypuei", r. MockBa

34. bamxkupoBa Ombra ApkamseBHa — IIpencemarens PermonanpHoit OOIIEeCTBEHHOU
Opranmzanuu Pecyonuku Taraperan "CopaeiicTBre 00JIBHBIM (PEHUITKETOHYPHEH"

35. MapeuenkoBa Harampss MHropeBna — Ilpencemarenr KemepoBckoit Oo6GmacTHOM
OO01IecTBEHHOM OpraHu3aly POJAUTENEH AeTeH ¢ TMarHo3oM (GEeHUIKETOHYPHS

36. CeepanoBa Buxrtopus AnatonwseBHa — [Ipencemarens HoBocuOupckoii PermonanbHOM
OOmectBeHHoi  OpraHuzalud HHBAIMIOB €  (EHWIKETOHYpHEH W JAPYrUMH  pPEAKUMH
3aboneBanusMu "dopmya Ku3HU"

37. CnenmoBa TatbsiHa AnekceeBHAa — TUPEKTOp PernoHanbHOM 0OIIECTBEHHON OpraHu3aluu
MOMOIIH JIF0IsM ¢ deHmIkeTonypueit no CaparoBckoit oonactu "Bkyc xuznu"

38. XakumoBa Marnioba AOnyBaxunoBHa — IIpeacenmarens IlpaBnenuss PermonanbHOM
OOIIECTBEHHON OpraHu3aluyl TOMOIIM JIOASIM C (EHWIKETOHYpUEH U JPYTUMU PEeAKUMHU
3aboneBanusiMu "®KY PB" mo Pecnybnuke bamkoprocraH, pykoBoautens Hampaienus OKY
Bcepoccutickoro obmiecTBa peakux (opdaHHbIX) 3a00JIeBaHUN

ABTOpBI TOJTBEPKJIAIOT OTCYTCTBHE (DMHAHCOBOW MOJUIEP’KKHU/KOH(IIMKTa HHTEPECOB,
KOTOPBII HE0OOXOMMO 0OHAPOI0BATh.

ITpunoxxenne A2

MeTOIIOJIOFI/Iﬂ pa3pa60TRn KIMHNYCCKHX peKOMeHI[aIII/Iﬁ

Hacrosmue PEKOMCHAAINN MNpeaAHa3HAYCHBI JJIAA NPpHUMCHCHUSA MCOAUIIMHCKHUMH
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OpraHu3alUsIMH M YUPEKACHUAMU (perepalibHbIX, TEPPUTOPHATIBHBIX ¥ MYHULUIAIBHBIX OPTaHOB
yIIpaBJICHUS 3]IPAaBOOXPAHEHHUEM, CHUCTEM O0O0S3aTeJIbHOT0 M JOOPOBOJBHOTO MEIUIITHCKOTO
CTpaxoOBaHMs, JPYrUMH MEIUIIMHCKAMHU OPTraHU3alMSIMU Pa3JIMYHBIX OPraHU3alOHHO-TIPABOBBIX
(bopM eATeNbHOCTH, HAIIPABJICHHONW HA OKa3aHNWE MEIUIIMHCKOMN TOMOIIIH.

Hacrosimme pexkoMeHTanuu yCTaHABIMBAIOT BHIBI, O0BEM M HMHAMKATOPHI KayecTBa
MEIUIUHCKOW TIOMOIIHM NalMeHTaM NpH (HeHUIKETOHYPUH U ObLIH paccMOTpeHbl 23 okTsops 2019
roJjia B paMKax 3KCIepTHOro copera B Mocksae.

Knunnyeckne pekoMeHIanuu Cco3JaHbl HAa OCHOBAHMM CHCTEMaTH4eckoro o03opa
matepatypsl 1990-2019 rr. Medline (Pubmed version), Embase (Dialog version) m Cochrane
Library databases, Orphanet 1 OMIM, a Taxxe MeXIyHapOTHBIX KIUMHUYECKHX PEKOMEHIAINN 110
IHUATHOCTHKE, JICYEHUIO U BEAECHHUIO OOIBLHBIX C META00OINUYECKUMU OOJIE3HAMMU.

Beumn  MCHONB30BaHBI  MHTEPHET-NAHHBIE, TIPEICTABICHHBIE HA MEKIYHAPOIHBIX |
HallMOHAJBPHBIX calTaXx OOIIECTB peakux OoJe3He M OOIIEeCTBEHHBIX opraHusanuid. [myOuHa
IIOMCKA COCTaBIIsIA S JIeT.

OneHka KadecTBa JIOKA3aTENbCTB W CHJIBl PEKOMEHJANWN TPUMEHEHUS METUIIMHCKAX
TEXHOJIOTUH MpPOBOAMJIACH B COOTBETCTBHMM C YHU(UUIMPOBAHHOM IIKajIOW, INPUBEACHHON B
Tabnumax 1-3.

[leneBast ayauTOpus TaHHBIX KIMHUYECKUX PEKOMEH AT :
1. Bpauu-renetuku;

. Bpauu o6u1eit BpaueOHON MpaKTHKHU (CeMENHbIE BpauH);
. Bpaun-niequatpsr;

. Bpaun-TepaneBTsi;

. Bpauun-guerosioru;

. Bpauun-neBponoru;

. Bpaun-nicuxuarper;

. MeauumMHCKHE NCUXOJIOTH;

. Bpaun — akyiepbI-THHEKOJIOTH;

10. Bpaun-HeonaroJioru;

11. Bpauu nabopaTopHO#l F€HETHKH;

12. Bpauu kimHUYECKOM 1a00paTOPHOI TUAarHOCTHKY;

13. Cryaentsl MmeguuuHckux BY30B;

14. OGyuaromuecs B OpJuHaAType.

O 00 1 O\ D W

Tabnuua 1. LLikana oueHKn ypoBHEeN AOCTOBEPHOCTU Aoka3aTtenbcTB (YAO) ansa
MeTOAOB ANArHOCTUKMU (AMAarHOCTUYECKNX BMeLLlaTeNnbCTB)

YA Pacmudposka

1 CucremaTudeckue 0030pbl HCCIIEI0BAHUI C KOHTPOJIEM pedepeHCHBIM
METOJIOM MJTU CHCTEMAaTH4YEeCKHil 0030p paHIOMHU3UPOBAHHBIX KITMHHUECKUX
UCCJIeI0BaHUM C MPUMEHEHUEM MeTa-aHaIn3a

2 OT,Z[eJ'ILHLIe HCCIICAOBAHUA C KOHTPOJIEM pe(bepeHCHHM METOJA0M HIJIHN
OTHACJIbHBIC PAHAOMU3UPOBAHHBIC KIIMHUYCCKHUEC UCCIICAOBAHUS U
CHUCTCMATUYCCKUC O630pH HCCIIeTOBAaHUM 1000ro0 I[H3al>iHa, 3a UCKITIOYCHHUEM
pPaHAOMHU3HUPOBAHHBIX KIIMHUYCCKUX HCCHGHOBaHHﬁ, C IPUMCHCHUEM MCTa-
aHaJIi3a

3 HccnenoBanus oe3 MOCJICA0OBATCIIbHOTO KOHTPOJIA pe(l)epeHCHBIM METOJOM
NI UCCIICAOBAHUA C pe(bepeHCHBIM METOA0M, HE ABJIAIOIIHNMCA
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HE3aBHCHMBIM OT UCCICAYCMOT'O MCTOda UJIKW HEPAHIOMU3SUPOBAHHBIC
CpPaBHUTCIILHBIC UCCIICAOBAHMA, B TOM YUCJIC KOTOPTHBIC UCCIICAOBAHUA

4 HeCpaBHI/ITeHLHBIe HCCIICA0BaHMsA, OIIMCAHNUEC KIIMHUYCCKOTO Cliydas

Hmeercs nmuiibs 000CHOBaHHE MEXaHU3Ma HGI;'ICTBHFI HJIM MHCHUC OKCIICPTOB

Ta6nuua 2. LLikana oueHKM ypoBHEN AOCTOBEPHOCTU AokKasaTenbcTB (YOO) AnA
MeToooB npodmnakTUku, rneyvyeHus u peabunutaumm (npodunakTM4eckux,
neyvyeGHbIX, peabunUTauMoHHbIX BMeLLaTeNbCTB)

YA Pacumgposka
1 Cucrematnueckuii 0630p PKU ¢ npumeHnennem mera-aHanmnsa
2 Otnenbabie PKU u cuctemarnueckue 0030pbl UCCIEI0BaHUH JIF0O0TO

nu3aiHa, 3a uckioyenuem PKU, ¢ npuMeHneHneM Meta-aHannsa

3 HepaH}IOMI/I?:I/IpOBaHHBIe CpaBHI/ITeHBHLIe HCCIICA0BaHusA, B T.4. KOFOpTHBIe
HCCIIEI0OBAHUs
4 HeCpaBHI/ITeJ'IBHBIe HCCJICA0BaHUA, OIIMCAaHUE KIIMHUYECKOT'O cnyqasi Nnimn

CEpHH CIIy4aeB, UCCIIEIOBAHUS "Ciydail-KOHTPOJIb"

5 Nmeercst mumb 000CHOBaHME MEXaHU3Ma JIEHCTBHS BMEIIATEILCTBA
(MOKIMHUYECKUE UCCIICIOBAHMSI) UITH MHEHUE YKCIIEPTOB

Tabnuua 3. WLkana oueHkn ypoBHen yb6epautenbHoctun pekomeHaauun (YYP)
ANA  MeToAOB NPOUNAKTUKKM, OWArHOCTUKKU, JIeYeHUA U peabunurtauuu

(npodmnakTnyeckmx, ANarHoCTUYeCKUX, re4vyeoOHbIX, peadbunuTaumMoHHbIX
BMeLlaTenbCTB)
YVYP Pacmudposka
A CuiibHasi peKoMeHIanusl (Bce paccMaTpruBaeMble KpuTepuu d(h(PpEeKTUBHOCTH

(I/ICXOI[BI) SABJIAKOTCA BaXHBIMHU, BCC HCCJICJOBAaHUS HMCIOT BBICOKOC MJIN
YAOBJIETBOPUTCIIbHOC METOJOJIOTHICCKOC KaY€CTBO, NX BBIBO/JBI I10
HHTCPCCYIOIHUM UCXOHAaM ABJIAIOTCS COFJ'IaCOBaHHBIMI/I)

B YcnoBHas pekomMeHaalus (He Bce paccMaTpuBaeMble KpUTEpUU

3¢ heKTUBHOCTHU (UCXO/IbI) SABISIOTCS BaXXHBIMU, HE BCE UCCIIEIOBAaHUS UMEIOT
BBICOKOE WJIH yJIOBJIETBOPUTEILHOE METOI0JIOTMYECKOE KaueCTBO U/UIIU UX
BBIBOJIBI 110 MHTEPECYIOLIUM UCXOJaM HE SIBIISIOTCS COTIACOBAHHBIMMU)

C Cnabas pexomeHanus (OTCYTCTBHE JOKA3aTENbCTB HA/UIEkKAILET0 KauecTBa
(Bce paccMaTpuBaeMble KpuTepun 3pPEeKTUBHOCTH (MCXOIbI) SIBIISIOTCS
HEBa)KHBIMHU, BCE UCCIIEIOBAHUSI UMEIOT HU3KOE METO/I0JIOTHUECKOE KaYeCTBO
U MX BBIBOJIbI 110 MHTEPECYIOIIHUM HCX0/1aM HE SIBJISIOTCS COTJIACOBAHHBIMU)

Mopsaaok 0GHOBNEHUS KIMHMYECKUX peKoOMeHaauum
Mexauuszm 06HOBJ’ICHI/I}I KIMHNYCCKUX peKOMCH)IaI_II/Iﬁ npeaycMaTpmuBacT nux

CUCTCMATUYCCKYIO AKTyaJIU3allUI0 — HE PEKC YEM OIHH pa3 B TPHU roaa, a TaKKC NpPH IMOABICHUU
HOBBIX JAHHBIX C MO3MIMH J0Ka3aTeIbHONM MEIUIIUHBEI II0 BOIIpOoCaM OHUArHoCTHKH, JICUCHUS,
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NpoQHUIAKTUKH ¥  PeadMIMTAllMd  KOHKPETHBIX  3a00JieBaHWM, HAMWMYMU O0OOCHOBAHHBIX
JOTIOJTHEHNI/3aMeuannii K paHee yrBepkaeHHbIM KP, Ho He yaie 1 pa3a B 6 mecsies.

[Tpunoxenue A3

CBsi3aHHbIE 1OKYMEHTBI

[Tpunoxenne A3.1

OcHOBHBIE HOPMAaTHBHO-IIPABOBbIC AKTbI

1. ®enepanbHblii 3ak0H "OO0 0CHOBaX OXpaHbI 3/10pOBbs rpakaad B Poccuiickoit @eneparun”
(N 323-®3 01 21.11.2011).

2. IlocranoBnenue IIpaBurensctBa PP ot 30 umronsa 1994 r. N 890 "O rocynmapcTBeHHOU
MOJIEPKKE PA3BUTHS MEAUIIMHCKON MPOMBINIUICHHOCTH M YITYUIIEHUU OOECTICYCHHSI HACEICHUS U
YUPEXKICHUN 3IpaBOOXPAHEHUSI JICKAPCTBEHHBIMH CPEJICTBAMH W W3ACTHSAMU MEAUIIMHCKOTO
HazHaueHUs" (C U3MEHEHUSIMU U JIOTIOJTHEHUSIMH)

3. Ilpukaz Munzapascorpazsutus PO ot 22.03.2006 N 185 "O maccoBom oOcneaoBaHUU
HOBOPOYKJICHHBIX JIETEH Ha HACJIeICTBEHHBIC 3a00eBanus (BMecte ¢ [lonokenneM 00 opraHu3anuu
MIPOBEJIEHUSI MAacCOBOT0 00cCieI0BaHUsI HOBOPOXKJICHHBIX JIETe Ha HacJeICTBEHHbIE 3a00JI€BaHNUs,
PexomenpamusiMu 1o 3a0opy 0OpasoB KpOBH MPU TPOBEACHUH MAaCCOBOTO OOCIICIOBaHUS
HOBOPOJKJICHHBIX JIETCH Ha HACIICICTBCHHBIC 3a001eBaHus)"

4. Tlopsgok oOka3aHUST MEIUIMHCKON TOMOIIM OOJILHBIM C BPOXKIECHHBIMH H  (WJIH)
HacneacTBeHHbIMU 3a00seBanusMu ([Tpukaz M3 PO ot 15.11.2012 N 917n).

5. llocranosnenue IIpaBurensctBa N 403 ot 26.04.2012 "O nopsanke Benenus: GenepaabHOrO
perucrpa JMIl, CTPaJalOlIMX YTPOKAOIIMMU M XPOHHYECKH MPOTPECCUPYIOMIUMH PEIAKUMHU
ophanHbIMH 3200J1€BaHUSIMH, IPUBOIALIUMHI K COKPALICHUIO MTPOJOHKUTEIBHOCTH KU3HU TPaK]IaH
WM UX MHBAJIMTHOCTU M €r0 PErMOHAIILHOTO cerMeHTa'.

6. CraHzapT CHEUHAIU3UPOBAHHON MEIUIMHCKONW TOMOIIM JAETSIM IpU  KIACCHUYECKOU
tdenunkeronypuu (IIpukaz M3 PO ot 09.11.2012 N 737#n).

7. Kpurtepuu onenku kauecta meauiinackoi momontu (I[Ipukaz M3 P® ot 10 mas 2017 r. N
2031 "OO0 yTBEepKACHUHN KPUTEPHUEB OIICHKH KaueCTBAa MEIUIIMHCKOM TTOMOIIH)".

8. [Ipuka3z MuHucrepcTBa 3apaBooxpaneHus Poccuiickoit denepanuu ot 15 nexadpst 2014 r.
N 834 "OO yrBepkaeHHMM YHUPUIMPOBAHHBIX (POPM MEAUIIMHCKON JOKYMEHTAIlUH,
UCIOJIb3YeMBbIX B MEAULMHCKUX OPraHu3alUaX, OKa3bIBAIOIIMX MEIUIIMHCKYI0 MOMOIIb B
aMOYJIaTOPHBIX YCIOBUSX, U MOPSAIKOB O UX 3aMOTHEHHIO".

9. IIpuka3 MunucrepcTBa 3apaBooxpaneHust Poccuiickoit @enepamnuu ot 20 nexadpst 2012 r.
N 11771 "O6 yTBepkIeHUU MOpsAAKa Jaud HH(OOPMHUPOBAHHOTO TOOPOBOJIBHOIO COTJIACUSI HA
MEJIMIIMHCKOE BMEIIATeNIbCTBO U OTKa3a OT MEAMIIMHCKOIO BMEIIATEIbCTBA B OTHOIIEHHH
OTIpeICIEHHBIX BUJOB MEIUIIMHCKUX BMEIIATEIbCTB, (GOpM HHGOPMUPOBAHHOTO JOOPOBOIHLHOTO
corjacusi Ha MEUIIMHCKOE BMEIIATeNCTBO U (hOPM OTKa3a OT MEIUIIMHCKOTO BMEIIaTeIhCTBA" .

10. IIpuka3z MunucrepcrBa 3apaBooxpanenus Poccniickoit @enepanuu ot 14 susaps 2019 r.
N 4u "O6 yTBepACHUM TOPSAKA HAa3HAYEHUS JIEKAPCTBEHHBIX MpEnaparoB, GOpM perenTypHBIX
ONaHKOB Ha JIEKAPCTBEHHBIC Mpenapathl, MOpsiaka oPOpMIICHHS YKa3aHHBIX ONaHKOB, UX ydeTa U
XpaHeHHs"

11. Ilpuxka3z MunucrepctBa 31paBooxpanenus Poccuiickoit @enepanuu ot 16 mag 2019 r. N
302 "OO6 yrBepxkaeHuu llopsaka TNPOXOXKIEHHS HECOBEPIICHHOJIETHUMH JUCHAHCEPHOTO
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HaOJIOIEHUS, B TOM YHCIIE B IEpUOl O0OyUEeHHUSI M BOCIUTAHUS B 00pa30BaTENbHBIX OpraHu3anusix"

12. Pacnopspkenue IlpaButensctBa PO ot 31 nexabpst 2018 r. N 3053-p "O6 yrBepxkaeHUH
nepeyHed MEAMUMHCKUX U3JCTNi, WUMIUIAHTHUPYEMBIX B OpPraHM3M YeJOBEKa IPU OKa3aHUHU
MEIULIMHCKOW TIOMOIIM B paMKax MpOrpaMMbl TOCYAapCTBEHHBIX rapaHTHH OECIIATHOTO OKa3aHUs
rpakJaHaM METUIIMHCKOW TMOMOIIM M OTITYCKa€MbIX MO perentaM Ha MEJUIIMHCKUE W3ICITHs TpU
IIPeI0CTaBICHUN HA0Opa COLMANIbHBIX yCIyr"

13. Ilpuka3 MunucrepctBa 3apaBooxpanenuss PO ot 6 urons 2013 r. N 3541 "O nopsake
MIPOBEACHUS IMAaTOJOTOAHATOMHYECKUX BCKPHITHH" (3aperucTpHpOBaH MHUHHUCTEPCTBOM FOCTHUIIMH
Poccuiickoit @eneparuu 16 gexadbps 2013 r., peructpanmonusiii N 30612).

UHcpopmauusa o nekapcTBeHHbIX cpeactBax: https://grls.rosminzdrav.ru/

OcCHOBHbIe HOpMaTUBHO-NMpaBOBbLIE aKThbl, perynupyrowue OKa3aHue
nannMaTMBHON MeAULIMHCKOW NOMOLLM

1. ®enepanpubiii 3akoH "O BHeceHun u3MeHeHuid B DenepanbHbiii 3akoH "OO OCHOBax
OXpaHbl 37I0pOBbs TpaxkaaH B Poccuiickoit denepanuu" mo BoONpocaM OKa3aHUs MAJIMATUBHOU
MmeauimmHckor momomu" ot 06.03.2019 N 18-P3.

2. Ilpuka3 MunzapaBa Poccunm N 345H, Muntpyna Poccum ot 31.05.2019 N 3721 "OO0
YTBEPKJICHUH TIOJIOKEHUST 00 OpraHm3aliiy OKa3aHWs NaUNIMATUBHOW MEIWUIIMHCKOW TMOMOIITH,
BKJIFOYAsT TIOPSIIOK B3aWMOJICHCTBUSI MEIUIIMHCKUX OpraHW3alluid, OpraHu3aliil COIMAIBHOTO
0oOCITy)KMBaHUS ® OOIIECTBEHHBIX OOBEAMHEHWH, WHBIX HEKOMMEPUYECKHUX OpraHu3aIu,
OCYILIECTBIISIOLIUX CBOIO JESITEILHOCTD B cpepe OXpaHbl 310pOBbs".

3. Tlpukaz MunzapaBa Poccun N 348n ot 31 mas 2019 roga "OO yTBep>KIeHUU TEPEUHS
MEIMLIUHCKUX W3IENINNA, MpEeAHA3HAYEHHBIX JUIs HOAJEPKAHHMS OpPraHOB M CHCTEM OpraHu3Ma
YEJI0BEKA, IPEIOCTABIISEMBIX ISl UCIIOJIB30BAHUS HA JOMY'".

4. ITpukaz Munznpasa Poccun N 5051 ot 10 uronsg 2019 roga "O6 yrBepxaennu Ilopsiaka
neperaud  OT MEIUIIMHCKOM OpraHu3aliy ManueHTy (ero 3aKOHHOMY TPEJICTaBUTEIO)
MEIUIMHCKUX U3JCNUN, NpeJHa3HAYCHHBIX Ui MOJJIepKaHus (DYHKIUI OpraHoB M CHUCTEM
OpraHu3Ma 4esjoBeKa, JJI1 WCIOJIb30BAaHUS HA JOMY MPU OKa3aHUU NAJTIMATUBHOM MEIAMIIMHCKON
noMoiu".

5. Tlpukaz M3 P® N 831 or 3 oktsa6psa 2019 roma "OO yTrBepkKIeHUHM BEAOMCTBEHHOM
11eJIeBOM mporpaMmbl "PazBuTHE cUCTEMbl OKa3aHUs NMaUTMATUBHON MEIUIIMHCKOM oMo' .

Mpoune HopMaTUBHO-NPaBOBblE AOKYMEHTbI, C Y4eTOM KOTOpbIX pa3paboTaHbl
KNUHUYeCKne pekoMeHAauuu:

6. MexayHnapoaHas kinaccugukanusi 00Jie3He, TpaBM U COCTOSIHUIA, BIHUAIOMIUX HA 3J0POBbE
(MKB-10);

7. Ilpukaz M3 P® ot 20 mexabps 2012 r. N 1183u "OO yTBepkA€HUH HOMEHKJIATYPHI
JOJDKHOCTEN METUIIMHCKUX PAOOTHUKOB U (hapMalleBTHUECKUX paOOTHUKOB".

8. IIpukaz M3 P® ot 23 urons 2010 r. N 5411. Equnbiii kBannuKaMoHHBINA CIPAaBOYHHUK
JOJDKHOCTEH  PYKOBOJMTENEW, CHEIMaIMCTOB M CIyXalluxX, pasfen KaamudukanuoHHbIE
XapaKTePUCTUKU JOJDKHOCTEH paOOTHUKOB B chepe 3ApaBOOXPaHEHUS.

9. ®enepanbublii 3ak0H 0T 25.12.2018 N 489 489-D3 "O BHeceHMU U3MEHEHUM B cTaThio 40
denepanbHoro 3akoHa "OO6 00s3aTeIbHOM MEAUIIMHCKOM cTpaxoBaHuu B Poccuiickoit @enepanun”
u ®enepanbHblit 3akoH "OO OCHOBaX OXpaHbl 30pOBbs rpaxaaH B Poccuiickoit @eneparuu” no
BOIIPOCaM KJIMHMUYECKUX pEKOMEHAALNN" .

10. IIpuka3 Munzapasa Poccuu N 1031 ot 28.02.2019 "OO6 yTBepKIeHUH MOPSIKA U CPOKOB
pa3paboOTKM KIMHUYECKUX DPEKOMEHJAIMi, HMX IepecMoTpa, THIIOBOW (OPMBI KIMHUYECKHX
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peKOMEeHaui U TpeOOBaHUH K UX CTPYKTYpE, COCTaBy U Hay4HOH 00OCHOBAaHHOCTH, BKIIFOUaEMOMN
B KIIMHMYECKHE PeKOMEeHAauu nHdopmarmu'.

11. IIpuxa3z MunzapaBa Poccun ot 13.10.2017 N 804n "OO6 yTBEep)KICHMH HOMEHKJIATYPHI
MEJIMLIUHCKUX YCIyr".

12. Ilpuka3 MuHnuctepcTBa Tpya U couuanbHoi 3amutel PO ot 27 aBrycra 2019 r. N 5851
"O krmaccuUKanMAX W KPUTEPHUSAX, HCIIOJIB3YEeMBIX IPH OCYIIECTBICHUU MEIUKO-COIHATbHON
AKCHEPTU3Bl IpaKJaH (enepaibHbIMU TOCYJApPCTBEHHBIMH YUPEXKICHUSIMH MEIUKO-COLMAIBbHOM
AKCHEPTU3HI";

13. Ilpukaz3 MuHucTEepCTBa 3APAaBOOXPAHEHUS M COLMAIBLHOTO pa3BuTHs Poccuiickoi
@Oenepauuu "O mnopsAKe NPUMEHEHHUS JIEKAPCTBEHHBIX CPEIACTB y OOJBHBIX IO >KU3HEHHBIM
nokazanusM" ot 9 asrycra 2005 r. N 494

14. WudopmannonHoe mnucbMo Mun3apaBa Poccur 1o  BO3MOXKHOCTH — 3aKYNKHU
JIEKapCTBEHHOI'O npemnapara 1o TOPrOBOMY HauMEHOBaHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-
pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu);

15. Ilepeuens crenuanu3MpPOBaHHBIX MPOIYKTOB J€UEOHOTO MUTAHUS JJIs JETeH-UHBAIUIOB
Ha 2020 roxn, Pacropspkenue [IpaBurensctBa Poccutickoit @eneparuu ot 11 nexadpst 2019 roga N
2984-p

[Tpunoxxenue A3.2

JdTruonaroreHerudeckas kiuaccupukanusa I'OA

Kon Hassanue IlaTonorun depMeHT I'en Jlokannzanus

OMIM reHa

[lMunepdenunnananemus 4- 12922q24.2
261600 DAI-pedunutHasS ((b;:lpganaHnH THAPOKCHI3E — p Ay

(DKY)

[M'unepdennnanannaeMus B LD VB O ML TeTDALILIDO- 11922.3923.3
261640 BH4-nedummrHas (Th pyp paraip PTS

A) nrepuHcuHTaza (PTPS)

[lMunepdennnaniannHeMus ryaso3uH-TpUOChaT- 14922.1922.2
233910 g;_l 4-neduuurras (Tan mukioruaposasza (GTPCH) GCH

[lMunepdennnaniannaeMus U DO e DD VK Ta3d 4p15.31
261630 BH4-meduumrras (tun ot LADOTHTCPHAMITPEAY QDPR

C) (DHPR)

l'unepdennnananuHeMuss NTepUH-4- 10922
264070 BH4-nedurnurHas (TUmn anb(akapouHonamunaeruapara PCBD

D) 3a (PCD)

JODA-3aBucumas 2p13.2
182125 nuctonus BH4- cenmanrtepuH-penykrasa (SPR) SPR

nepUIUTHAS

617384 T'unepdenunananunemus J-nomeH-conepxammuii 6emok 1 DNAJC12 10q921.3
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He-BH4-nedunutHas (JDP1)

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

[Tpunoxxenne A3.3

JAnarnocTuyeckue nokaszarean GeHUAJIAHAHNHA U ITEPUHOB B KPOBH, MOYe U
CIIMHHOMO3r0BOM KHAKOCTH

ITokaszatenu/ | Phe Neo Bio |Pri(K,| Neo | Bio | SHIA | HVA | SMT | aktuBHOC
(dbepMeHT X [(KMIEKM| M |[(CMx|(CMx| A |[(CMx| HF |1 DHPR
) | ) @Mk ) [(CMx| (K
) )
AdGTPCH |N N N N ) ) N-+v | N N
ArGTPCH | 1 ) ) N ) ) ) ) N N
LN E N N VR [N N IO R IR N Y
SR N N N N N 0 J 3 N N
PCD 0 0 N ) N N N N N N
T N O N T Y E N N U R
<*> AdGTPCH - ayrocoMHO [IOMHHAHTHBIH  JAePHUIUT  TryaHO3UH-TpH(OChaT-
nuxoruaponassl [; ArGTPCH — ayrocomHO pernieccuBHBIM aeumuT ryaHo3uH-Tpudochart-

nukioruaponassl I, PTPS — 6-nmupyBomnrerparuaponTepuHcuaTasa, SR — cenuantepuHpeaykrasa,
PCD — nrepun-4-anbda-kapounonamunaeruapartaza, DHPR — nquruaponrepuauapenykrasa, Phe —
¢denunanannd, Neo — HeonTepuH, Bio — Owontepun, Pri — npumantepun, SHIAA - S-
TUAPOKCUUHIIONYKCYCHass kucinota, HVA — romoBanmwnunoBas kucinora, SMTHF - 5-
metuteTparuapodomnat, K — kpoBb, M — Moua, CM> — CHUHHOMO3IOBast ’KUAKOCTb.

ITpunoxxenne A3.4

AJITOPUTM MOJICKYJISIPHO-TEHETHYECKOM TMATHOCTUKH NAUEeHTOB ¢ DA

Mouck mytauum reHa PAH
KOMMCHTapHﬁZ Bue 3aBucuMocTH OT I[HaTHOCTquCKOﬁ KOHICHTpALlUH (DA, HaI/I6OJ'ICe

yactoit (98%) npuunnoii Bcex DA sapnstorcst myranuu B rene PAH. [louck myranwmii rena PAH
SABJIIETCS MOJIEKYJIIPHO-TEHETUYECKUM HCCIIEJOBAHUEM, KOTOPOE CIIEAyeT Ha3HadaTb B IEPBYIO
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ouepenb. VMCKIIOYEHHEM SBJISIOTCS MAlUMEHTHl C MPOBEAEHHBIM HMCCIEA0OBAHUEM IMTEPUHOB MOYU
WM KPOBH, TI0 Pe3yIbTaTaM KOTOPOTO MOXHO OJIHO3HAYHO 3a1o103puTh BH4-nedunutayro ['DA.

1. Ilouck yacteix myranuii rena PAH

UccnenoBanue xoaupytoiei nocienoBareabnoctu reHa PAH (cekBenupoBanue no Cenrepy
WM MaccoBOE€ MapajleIbHOE CEKBEHHPOBAHUE C IMOCIEIYIOIIUM MOATBEPKICHUEM DPE3YJIbTaTOB
METO0/I0M CeKkBeHupoBaHus 1o CeHrepy)

2. Tlouck nenenuit u gymukanuii rena PAH (meroq MLPA)

Kommenrapuii: B ciydae HeoOHapykeHuss onHOM wiu obeux myrammid reHa PAH mocne
MOWCKA YacThIX MyTaluil (a) mociiemoBaTenbHO HaszHavarorcs uccienoBanus (b), (c¢). Ecou B
pe3ynpraTe mosHoro uccienoBaHus reHa PAH o6e myrauuu He Oblin OOHapyKeHbI, CIETyeT
MIPOBOJIUTH UCCIIEIOBAHUE TEHOB TI0 AJITOPUTMY HIDKE.

Mouck mytaumn B reHax PTS, QDPR, GCH1, PCBD1, SPR, DNAJC12

Kommenrapuii: B cioyyae Hanuuus pe3yiabTaToB  OMOXMMHYECKMX  HMCCIEIOBAHMH,
MOATBEPXKIAIOIIUX HAJIMYKMe y ManueHTta onpeneneHHol gopmsl BH4-nedunuthoit I'@A, MoxHO
MPUCTYNIUTh Cpa3y K MCCIECJOBAHUIO COOTBETCTBYIOIIETO TreHa. B  mpoTWBHOM ciydae,
PEKOMEHIyEeTCsl MPOBOJUTH UCCIIEIOBAHUE TE€HOB B yKa3aHHOM mocneaoBaTenbHocTu: PTS, QDPR,
GCHI1, PCBDI1, SPR, DNAJCI12 (o yactote BcTpeuaeMocTH). B ciyyae ucrnosb30BaHusi METOI0M
MAacCOBOI'O IApaJUIEIbHOTO CEKBEHHPOBAHUS BO3MOXHO HCCJIEIOBAHUE BBIIIENIEPEUYHUCICHHBIX
T€HOB OJTHOBPEMEHHO.

[Tpunoxenne A3.5

VHOOPMMPOBAHHOE CoOTJlacue
3aKOHHOTO NpencraBuressa pebeHka ¢ I'OA o0 HeoOXOIMMOCTU
JledeHMsa M COoONIeHMsa TpeDOoBaHMM Bpauda

A,

(®./M.0. MOJIHOCTHIO)
ABJISIOCH 3aKOHHEIM perncTaBUTeJeM (MaTh, oTell,, YCBIHOBMTEJIb, OIEKYH,
noneumuTesib) pebeHKa MIM Julla, IPU3HAHHOTO HeIOeeCIOCOOHEM

(®.1.0. pebeHka MM HEOEEeCIOCOOHOTO I'paXIaHMHA — IIOJIHOCTBLI, I'OI POXIESHMS)
OCBEIOMJIEH O HeOOXOIMMOCTM COONIeHUd TpeOOBaHMMY Bpada M JIEUEHUS.
MHe @HaHBl [OJIHEIE U BCECTOPOHHME CBeIeHMAa O XapakKTepe, CTEeIleHU TAXECTU

3aboJieBaHMA, BO3MOXHEIX OCJIOXHEHUAX, BKJIOUA S IOaHHBE O pe3yJbTaTrax
oBcJienoBaHMs, INPOTHO3e, BO3MOXHEIX BapMaHTax MEeIMUMHCKOTO BMeWaTeJbCTBa
(obcryemoBaHMsa, JIeUEHUs), M OXMIAEMHX pes’yJsibTaTaxX [IPOBOOMMOTO JIEUEHUS .

MHe nompo®HO B HOOCTYIHOM IJisg MeHs QopMe pasbsSCHEHH BO3MOXHEE I[IOCJIENCTBUSA
HeCOOJIIIeHN A TpeboBaHUN Bpada nu JleueHmsa (yMCTBEHHaA OTCTAaJIOCTh,
SOUJIENTUYECKMEe TNPMCTYNE M Op.). A 0CO3Haw, dYTO HecoOJIowIeHMe TpeOoBaHUU

Bpada M JIeYeHMA OTpMIATEJIbHO CKaXeTCHd Ha COCTOAHUMM 3O0O0OPOBbBA pe6eHKa n maxe
MOXeT IIPUMBECTU K HQ@J’[&I‘OHPVIF{THOMY nucxony .

" " 20 .

(mommmce) (®./1.0. TpaxmaHMHA MIM €TI0
3aKOHHOT'O IpelCTaBUTENI)
o 20 T.

(mommnmce) (DomxHocTe M ®.M.0. MeIMUMHCKOT'O paboTHMKA)
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[Tpunoxxenue A3.6

XuMHUYeCKHil COCTAB M BO3PACT NPUMEHEHN S CIeNUATU3HPOBAHHBIX MPOIYKTOB
HA OCHOBE aMHWHOKHCJIOT 0e3 DA

(8 100 r cyxoro mpojaykra/100 M1 TOTOBOTO XKHIKOTO MpoaykTa) <*> [16, 25, 27, 31, 53]

HaumenoBanue benox Kup, r | YraneBonasl, | DHepreTudecKas Bo3spacr
MpPOJIyKTa (PKBHUBAJICHT), r LIEHHOCTh, KKaJl | MPUMEHEHHUS
r
Adenmmak 13**** 13 25 52 485
0-12 mec
Adennmak 15%*** 15 23 51,7 474
Adenmmak 20%*** 20 18 50,4 444 crapmre 1
Adennnax 40%*** |40 13,5 31 405 rona
Hytpuren 14 23 50,4 471
PREMIUM 0-12 mec
1 4-phe****
Hytpuren 20 18 50,4 444
PREMIUM
20-phe*=**= crapiue 1
Hyrpuren 40 13 31,4 403 rojaa
PREMIUM
40-phe****
Hytpuren 70 0 4,5 298 crapiie 7 JeT,
PREMIUM B3pOCIIbIC,
70-phe**** OepeMeHHbIE
KCHIITUHBI
Hytpuren 30%*** 30 0 54,1 336 crapure 1
roja
Hytpuren 70%*** 70 6,9 308 crapiie 7 JeT,
R B3pOCIIbIC,
Hytpuren 75 75 1,3 305 GepeMeHHELe
YKEHIIIHBI
PKU Anamukc 13,1 23 49,5 457 0-12 Mec
Nupant****
[T-AM ]#*#* 75 0 0 300 ot 1 jo 4 ner.
TI-AM 2%%** 75 300 ¢4 mo 12 ner
[T-AM 3#*#% 75 300 crapuie 13
TeT
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XP Maxkcamenp**** |25 menee 0,5 (51 309 ot 1 no 8 ner

XP Makcamym**** |39 menee 0,5 |34 297 crapie 8 Jer,
B3pOCIIbIC,
OepeMeHHbIe
JKCHIITUHBI

PKU Jlogmnekc 100 |16 394 crapiie 4 ner,

LQ J_UIcy 62,5 |10 44 246 B3pOCIIBIE,

Berries OepeMeHHbIe

SKUIKUI* * % * JKEHIIUHEI

PKU Nutri 2 Energy |27 14 42 402 crapmre |

*kk*k FOJIa

PKU Nutri 3 35,4 12,6 44 387 crapie 9 jer,

Energy**** B3pOCIIBIE,
OepeMeHHbIe
YKCHIITUHBI

PKU Nutri 2 60 0 10 280 crapmre |

Concentrated**** rozaa

PKU Nutri 3 70 0 4.3 297 crapme 9 jer,

Concentrated**** B3pOCIIbIE,
OepeMeHHbIC
KCHIITUHBI

COMIDA-PKU A 11,8 27,4 52,6 506 0-12 ec

bopmymna + LCP****

COMIDA-PKU 73 0,5 296 crapmre 1

B**** roja

COMIDA-PKU B 31,1 15 40,6 424

dopmyma****

COMIDA-PKU 75 0 0,4 302 crapiie 7 JeT

C****

COMIDA-PKU C 45 0 38,9 335

bopmyma****

MD mun ©KV- 13 23 59 495 0-12 mec

0****

MD mun OKY- 20 0 73 372 crapure 1

rHHx roza

MD mun ®KY- 40 6,1 46,9 402

2****

MD mun ®KV- 69,1 0 23 368 crapiue 1

Jhrkx roxaa,

MD mun OKY 69,1 1,9 23 385 B3pOCIbIC 1

I sk o OepeMeHHbBIE

peMuym

JKCHIITUHBI
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MD mun ©KY 75 0 14 356 crapme 1
MAX|**** roja

<*> CHucok MpOJYyKTOB MPEICTaBlieH B cooTBeTcTBUM ¢ Pacnopsoxenuem IlpaBurenbcrBa
Poccuiickoit ®enepauun ot 11 gexadbps 2019 r. N 2984-p "OO yrBepkIeHUU IEpeUHs
CHEeIUATU3UPOBAHHBIX MMPOJAYKTOB JIEYEOHOTO MUTAHUS 7151 AeTeil-uHBanuoB Ha 2020 1."

[Tpunoxxenue A3.7

Cnncok HU3K00€JKOBBIX U 0e30eIKOBBIX CleHATN3UPOBAHHBIX POIYKTOB,
3aperucTpUPOBAHHLIX HA TeppuTOpUU PD

Bun nponykros Cpennee [IpousBoauTenu, uybs Bospact
HHU3KO0OEJIKOBBIX KOJIMYECTBO | MPOIYKIIHS 3apETHUCTPUPOBAHA MIPUMEHEHUS
CIeIUaTu3uPOBaHHBIX <*> | Oenka B 100 T B Poccuiickoit @enepanuu
TOTOBOTO
MPOIYKTa

Myxka HU3KOOEIKOBAs JIst
BBIITEUKH Xj1e0a, oJIaauii,
xJ1e000YyI0YHBIX U
KOHJUTCPCKUX H3CTUH (B
BHJIC MTOTY(HaOpHKATOB)

MakapoHHBbIE U3ETUs
HU3KOOCITKOBBIC B
accopTUMEHTE (BEpMHUIIIEIb,
MaKapoOHBI U JIp.)

HwuzkobenkoBbie
xJ1e000yI0UHbBIC U3ACITUS Crape 1 rona,
rotoBsle (xJ1eb u ap.) OI'BHY BKJIIOYAst
Husko06enkoBbie <1r Bcepoccuiickuii HaydHO- HOAPOCTROB,
7 B3pPOCIIBIX,

KOHJUTCPCKUE U3ICITHS UCCIICIOBATEILCKUI HHCTHTYT Xep—
(nevenne, BayIu U JIp.) KpaxMaJIONpOAYKTOB sKeHmH ¢ DKV

MakMacrtep (Poccus)
Hwuzko0enkoBbie

noJry(haOpuKaThl Ha OCHOBE
KpaxmaJioB st

Balviten ITonpima

IPHUTOTOBIEHHS CYIIOB, Jlonpoun (Hyrpuuns)
MIOpe, OBOIHBIX KOTIET U 3A0 Hdanpum (Pocers)
Opyrux OJro.

Dr. Schar AG/sPA

Huzko0enkoBuie KpPYIIbI (repMaHI/IH, Hranus
(caro, puc u ap.)
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Husko06eIKoBbII 3aMEHUTEID
SIUIL

be30enkoBbIie cyxue HaUTKH
C MOJIOYHBIM BKYCOM

Coneprxanue (peHMIaTaHNHA, OCHOBHBIX MTUIIEBBIX BEIIECTB U SHEPTUU HEKOTOPHIX
KpaxmaiocoJiep Kaiiiux HU3KOOCIKOBBIX MPOIyKTOB, HCIIOJIB3YEMbIX B ITUTAHUH MAIUEHTOB C
¢dermnkeronypueii (100 T mpoaykTa)

DA OenKku | JKUpPBI YTJIEBOIbI KKas
Caro UCKYCCTBEHHOE 40 0,8 0,2 86,5 360,0
MaxkapoHHBIE U3CTUs 50 1,0 0,6 85,0 358,0
MaJIo0€eIKOBbBIE
Kpaxwmain kapTodenbHbIii 5,0 0,1 - 78,2 313
Kpaxmai KyKypy3HBIit 50 1,0 0,6 83,5 343
Kpaxman nireHnaHbINH 20 0,4 0,1 86,8 367,0
Kpaxman ammmonektuHoBbIld | 50 1,0 0,6 85,2 329,0
Ha0yXaromuit
X11e6 6e30€IKOBEBII 35 0,7 2,5 58,9 276,0
[Tonydadpukar 95 1,9 1,0 90,5 4175
HU3KOOEIKOBBIN I
MIPUTOTOBJICHUS OJTUHOB U
oJlaTuu
I'mroxo3Has moMaaka ¢ 30-100 0,6-2,0 {0,2-1,0 |71,0-73,0 300-310
(GpyKTOBBIMH 00aBKaMHU

[Tpunoxenue A3.8

Hopmbl ¢pu3nosiornyeckoi noTpedGHOCTH B OCHOBHBIX HYTPHEHTAX /I
30POBBIX /IeTel Pa3JIHYHbIX BO3PACTHBIX I'PYIII H B3POCJIbIX

CpennecyTouHble HOPMBI MOTPEOHOCTE B OCHOBHBIX MHILEBBIX BEIIECTBAX M SHEPTUU IS
JIeTel epBOTro T0/1a KU3HH (Ha KT Macchl Tena) [24].

Bospacr (mec.) DHeprus, benok, Kupsl, VYriaeBopl, I/Kr
KKaJ/ KT /KT /KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 55 13
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CpenHecyToyHbIe HOPMBI (PU3UOJIOTUIECKON TOTPEOHOCTH B OCHOBHBIX MHUIIIEBBIX BEIIECTBAX

W BHEPTUH Ui AeTel crapiie roja [24].

Bo3spact OHeprus, kkan | benok, r/neap | JXupsl, r/neHp VYriieBoapl,
<*> r/IeHb

ot 1 rona a0 2 ner 1200 36 (28) 40 174
ot 2 ner a0 3 ner 1400 42 (33) 47 203
ot 3 ner a0 7 ner 1800 54 (46) 60 261
ot 7 ner go 11 ner 2100 63 (54) 70 305
ot 11 et no 14 net 2500 75 (64) 83 363
MaJIbYUKH
ot 11 et no 14 net 2300 69 (59) 77 334
JIEBOYKHU
ot 14 net no 18 et 2900 87 (74) 97 421
FOHOTITH
ot 14 net g0 18 et 2500 76 (64) 83 363
JIEBYIIIKH

[Ipumeuanue: <*> B ckoOkax yKa3aHO OPHEHTHPOBOYHOE MOTpeOIeHne Oenka 3a cyeT

CHeIMaIu3upOBaHHON cMecu 0e3 DA.

[Tpunoxenue A3.9

MunnMaJjbHOe 10IMyCTHMOe KoinuecTBO DA B NUTAHUU NanueHToB ¢ 'DA B

3aBHCUMOCTH OT BO3pacTa

Bospacrt nereu

Koanuectso DA

MT/KT/CyTKH <*>

MT/CYTKH <**>

ot 0 10 2 Mecs1EeB 90-60 130-430
2-6 Mecs1ieB 55-45 135-400
6-9 MmecsieB 145-370
40-35
9-12 Mmecs1ieB 135-330
1-3 35-25 200-320
3-7 25-20 200-1100
7 u crapiie 20-10

bepemenHbIe U KOPMSAIITNE KEHITUHBI <**>
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Tpumectp 1 265-770

Tpumectp 2 400-1650
Tpumectp 3 700-2275
[lepuon nakraruu 700-2275

[Mpumeuanune: <*> — [23]; <**> — [4, 20].

Henocraromee xommaecTBO Oeilka BOCIIONHSAETCS 3a CUET CHENUAIN3HPOBAHHBIX JIEYEOHBIX
MPOJIYKTOB — cMecel aMHuHOKHCIOT 0e3 DA U HHU3KOOETKOBBIX NPOAYKTOB IUTAHMUS.
AMMHOKHUCIIOTHBIE CMECH PA3TMYAIOTCS 10 coepkanuto Oenka (ot 13 v g0 77,5 r Ha 100 r cyxoro
NPOAYyKTa) W JPYrUX MHUTATENbHBIX BeEMIeCTB (YIJEBOJIBI, JKHPBI, BUTAMUHBI, MHKpPO- |
MakpodsemMeHThl). Bece cMecu B cBoem coctaBe He cojepkaT DA. AMHUHOKHCIOTHBIE CMECH C
conepxkanueM 13-15 r Genka B 100 r cyxoil cmecu mNpenHa3Ha4yeHbl AJIs JIeTell MepBOro roja
xu3HU. Jleram crapme | roma, TOIpPOCTKaM, B3pOCIBIM, BKIIOUYAs OCPEMEHHBIX IKCHIIUH,
Ha3HAyaloTCsl CMecH ¢ OoJiee BRICOKUM cojiepikanueM oenka ([Ipunoxenue A3.3). Pacuet cyrouHnoi
JI03bI CIICIMATU3UPOBAHHOTO MTPOIYKTa Mpou3BoauTcs no dpopmysie: (Ps-Pn) x 100,

P

rae Ps — cyrounoe konmuyecTBO Oenka, Pn — 0eloK ecTeCTBEHHBIX MPOIYKTOB, P — OeNKOBBIi
skBuBajiecHT B 100 r cyxoro cnenualiu3upoBaHHOro mnpoaykra. [lpuHnun pacuera
runo(eHnIaIaHnHOBOM JMEThl MOKa3aH Ha IpUMEpe pacuera MHUTAHUS 3-XJETHEMY peOeHKY ¢
O AT -3aBucumoii ' ®A (OKYV).

[Tpunoxenue A3.10

IIpumep pacyera nutanus pedeHky ¢ DAI-3aBucumoii I'DA

ITamuenT 3 roma, macca tena 14,5 kr
1. O61ee cyTouHOE KOJIMYECTBO Oenka B paroHe 001bHOTO (cM. Tabm. 5): 54,0 r

2. Jomyctumoe cyrounoe kosindectBo @A (cMm. Tabdm. 6):
25x14,5=363 mr

3. JomycTuMoe KOJIUYECTBO Oelika eCTeCTBEHHBIX MpoaykToB (1 T Oenka comepxut 50 mr
DA):
363:50=73T

4. KonmuecTBo Oeilka 3a CYET CIEUATU3UPOBAHHOTO MPOJyKTa Ha OCHOBE cmecu L-
aAMHUHOKHUCIIOT 0e3 DA:
54,0-7,3=46,7r

5. CyrouHoe kosin4yecTBO aMuHOKHCIOTHOH cmecH (100 r cogepxxkut 20 r Oenka):
46,7x100:20=233 T

60 n3 85


http://disuria.ru/
https://аптека-омск.рф/

KnuHunyeckne pekomeHgaumm — Knaccuyeckast heHUnKeToHypusa n gpyrune suapsl runepgeHunananniemmm — 2020-2021-2022
(07.06.2021) — YTBepxaeHbl MuH3gpasom PO

6. PexoMeHIyeMoe CyTOYHOE KOJIMYECTBO KHUpa B panuoHe (cM. Tabm. 5): 60 r.

7. PexoMeHIyeMoe CyTOYHOE KOJMYECTBO YIriIeBOAOB (CM. Tabm. 5): 261 r.

[Tpunoxxenue A3.11

Cxema Tepanum npu pazandibix BH4-nepunuTHbIX COCTOSTHUSIX

Cxema Teparuu pu Pa3INYHBIX BH4-neduunthbix COCTOSIHMSIX (c/6e3

runepdeHuIaTIaHnHEMUN ) <*>

CpencTBa Tepanuu Camnpornite JleBonomna + 5- Huera ¢ | DonueBa
depMeHTHI pun** [Kapbunmona]** | runpokcH | HUBKUM A
tpuntodpa | DA | kuciora
H **
(buomnoru
YeCKH
aKTHUBHAs
no0aBka)
GTPCH + + + - -
DRD/ayTrocoMHO-TOMHUHAHTHBIN | - + - - -
tunn GTPCH
PTPS ymepennas popma + - - - -
PTPS tspxenas popma + + + - -
DHPR - + + + +
SR - + + - -
PCBD + + + - -

[Tpumeuanue: <*> — tabnuia coctasieHa 1o nanHeiM N.Blau 2014,

[Tpunoxxenne A3.12

TecT Ha YYBCTBUTEJIBHOCTD K CANIPONTEPUHY *™

TCCTI/IpOBaHI/IC MOTEHIIMAJILHON YYBCTBUTCIIBHOCTU K canponTepHHy** U JajbHeiIIee

JieyeHHe UM HPOBOJUT U KOHTPOJIMPYET Bpad, KOTOPBIM OCYIIECTBIIAET HAONIOIeHUE MAIlIEHTOB C
I'DA. [Ina Oonee TIIATENBHOTO KOHTPOJS TECT I€JIecOo00pa3HO MPOBOAUTH B CTalMOHApE,
BO3MOJKHO JTHEBHOTO IpeOBbIBaHUS, TNPH YIOBIETBOPUTEIHHON KOMILTAEHTHOCTH MAIlMeHTa —
amOynaropHo. Ilepen mpoBeeHHWEM TECTHPOBAHUS Y POJUTENEH (3aKOHHBIX MpPEACTaBUTENEH)
peOeHka, a Takke y MmalueHToB crapuie 14 ner 6epyr nHOpMUPOBaHHOE corjacue (NMpUIIoKeHUe
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A3.13) Ha mpoBeleHUE TAHHOW MPOIEIYpHl, MPOBOJUTCS IMpEABAPUTENbHAS Oecela, B KOTOPOH
Pa3BACHAIOTCA LCJIU U 3ada4u TCCTUPOBAHUA, POJIb pOI[I/ITeHeﬁ U CaMOro InmanucHTra B oOecrieueHnu
U BBIIIOJIHEHUM YCIIOBUH IPOBEJICHUS TECTA.

BaxHBIMU YCTIOBHSIMH TECTUPOBAHUS SIBIISTIOTCS

- BelIeHHE THIICBOTO IHEBHWKA W CTaOWIbHAs TUMO(CHUIAJAHWHOBAS [UETa C LENbIO
WCKITIOUEHHSI €€ BIMSIHUS Ha KosieOanus KoHueHTpaun @A B KpoBH;

- HEOOXOIMMOCTh TECHOTO B3aUMOJCHCTBHUSI C BPAuoOM JJIsl CBOEBPEMEHHOT'O COOOIICHHUS O
HEXXEJaTeNbHBIX SBICHUIX, HHTEPKYPPEHTHBIX 3a00JICBaHUAX WU APYTUX COOBITHSX, CIIOCOOHBIX
MOBIIMSITH HA PE3YJBTAT TECTUPOBAHUS;

- oOpasupl KpoBU s omnpeneneHus DA ciemyer coOWparh HEMOCPEACTBEHHO TIEpE.
BBEJICHUEM calponTepuHa™™, a 3atem 2-5 npo0 B TeUeHHE MEepUOoJia UCIBITAHUM B OJTHO U TO XK€
BpeMsl JTHS, KeJlaTeJIbHO HATOIIAK;

- mmepenne @A B cyxux obpas3iax KpoBH MPOBOJUTH OJTHUM U TEM K€ METOIOM.

TectupoBanue MoxeT ObITh MpoBeeHO ¢ 1 roja c nensto BeisiBUTH BH4 nedunurabie GopMbl
I'dA, yTo He WuCKIIOYAaeT MOBTOPHOTO NPOBENEHHUS TecTa B OoJiee cTapiieM Bo3pacTe s
oTpeJieNieHUs] YyBCTBUTEIBHOCTH K canpontepuny™* y 6osbHbix ¢ @ Al'-3aBucumoii popmoii ['DA.

MOo>KHO HCTOJB30BaTh Pa3jIMUHbIE CXEMbl TECTUPOBAHUA (KOpOTKHE cxXeMmbl — 24 wyac, 48
4acoB, 7 NHEW, JUTUTENbHBIE CXeMbl — OT 28 mHed u Ooiee). JIMTEIBHOCTh TECTHUPOBAHUS H
KpaTHOCTb B3SITHSI KPOBU BO BpeMs TECTHPOBAHUS OIpENEseT Bpay, PyKOBOJCTBYSCH IPHU STOM
JTaHHBIMH UCCIICIOBAHHIA IO ONITUMAILHOMY ITPOBEIEHHUIO TecTa [28].

Jlnst monmyvenus: Hanbosiee HHPOPMATUBHOTO Pe3yJibTaTa IeIeCO00pa3HO MCIOIb30BaTh IS
TECTHUPOBAHUS MAKCHUMaJbHYIO 103UpoBKY npenapara (20 mr/kr). CyrodHas 103a pacCUUTBIBAETCS
MHAWBUIYAJIBHO JUISI K&KAOTO MALMEHTa B COOTBETCTBUM C MHCTPYKLMEH.

"KopoTkue" cxeMbl TeCTUPOBAHUS

OcHoBHBIM KpuTepueM 3(pPEeKTUBHOCTH IpenapaTra Mpu KOPOTKOM TECTHUPOBAHHUM SIBIISETCS
cHkenue konneHtpanuu ®A kposu Ha 30% u Gomee.

[IpoBenenue Tecra y aereii crapuie 1 rojaa, moJQpoCTKOB U B3POCIIbIX MAIMEHTOB.

[lepen npoBeneHHEM TECTHPOBAHHUS CTAOMIM3UPYIOT conepkanue DA B KpoBH myTeM
MoJJIep>KaHusl IOCTOSHCTBA MULIEBOTO palMoHa B TeueHue 4-5 nHel 10 Hauyana TecTa U B IEpUoj
TecTUpoBaHusa. TecTupoBaHue HauMHAIOT Ha (OoHE CTAOMIBHOTO YpoBHS DA KpOBH, MPHU ITOM
paccuuThIBaeTCS CpelHee 3HaueHue JBYX TMokazaTtenedi DA, TMOJIY4YeHHBIX B pe3ylbTare
JIBYKPAaTHOTO B3STHs KPOBU IMepel HadaloMm TecTupoBanus. llenecooOpa3Ho, yTOOBI cpenHee
3HaueHue ®A Obuto He Hmxke 450 mxmonws/n (7,5 mr/mi), mostomy "KOpoTKoe" TecTHpOBaHUE
HE0OX0IMMO TMPOBOJIUTH B MEPBYIO OYepelb y MAIMEHTOB C MOBBLIIMIEHHBIM cojaepkanuem DA B
kpoBu. [Ipu HopManbHOM coaepxkannu @A KpoBH, AMETa MOXKET ObITh CJIerka pacupeHa (TOJIbKO
IPU COTJIACUU POJUTENICH/3aKOHHBIX MPEICTaBUTEIeH HIM caMOro NalleHTa) A0 MOJIy4eHHUs
cTaOMIIbHBIX 3HaueHU DA kpoBu He HIKE 450 MKMOIB/1 (7,5 Mr/m).

B nenp mepBoro mpueMa mpemapara HaTOIIaKk OepyT aHalmM3 KpOBM M3 TMajiblla Ha
(dbeHmnanaHnH, 3aTeM peOCHOK MPUHUMAET PACCUMTAHHYIO JI03y Mpenapara BMECTe C 3aBTPaKkoOM
WJIM cpa3y e Toclie 3aBTpaka. B Tedenue 2-x (uiu 7-mMu) AHEH yTPOM B OJTHO U TO YK€ BpeMsl Moce
3aBTpaka (MM BMECTE C el0i) peOEHOK MpHHHMMAET Mpemnapar, pa3BeACHHBIN B TEIJIOW BOJE B
COOTBETCTBUU C MHCTPYKIIHEH.

[ToBTOpHOE B3sITHE KPOBU MPOBOJAT Ha 3-i (wnm 8-if) AeHb cTporo Haromak. OTBET Ha
YyBCTBUTEIHLHOCTh K MpEnapaTy OIEHUBAETCS MO CTENEHU CHIDKeHUs KoHIeHTpanuu @A B kpoBu
OOJBHOTO TIPH COOMIOCHUH CTAa0MIbHOW TrunodeHuIaIaHnHOBOW 1ueThl. [lanmueHt cuurtaercs
YyBCTBUTEJIBHBIM, €CJIU pa3HUIla ypoBHI DA, MOTy4eHHOTO MO0 OKOHUYAHHUH MIEPHOJIa OIEHKH OTBETa
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Ha JieueHue, U ucxojaHoro ypoHsi DA mnepen nHavyasioM mpuema mnpenapara coctarisieT 30% u
Ooutee.

[Tpu cumwxenun ypoBHs DA 6osee 85% BbIcOKa BEpOSITHOCTD, UTO TUNEpPEHUIATIAHUHEMUS Y
nanueHTa 00ycIOBIeHa HEOCTaTOYHOCTRIO TeTparuapoouonrepuna (BH4).

[IpumMepHbIe CXeMbI TECTHPOBAHUS MPUBEACHBI B Ta0max 1-2.

Ta6bnuua 1. [IByxAaHeBHasi cXema TeCTMpOBaHUA Ansa  onpeaeneHusi
YYBCTBUTENbHOCTU K CanponTepuHy <*>.

[Ipoueaypst Mo tecra JIHu TectupoBaHus
| I 1 2 3 4
KpoBb Haromak X X X X

[Tpuem npenapara + +

Onpenenenne oTBeTa
o pesynsratam ®A *
KpOBU

<*> KpaTHOCTb B34THS KPOBU MOKET OBITh yBEIHMYEHA O 3-X pa3 B CYTKU IO PEIIECHUIO
Bpaya. bonee dacteiii koHTposib DA mo3BOJIAeT 3adUKCHPOBATH MOMEHT MaKCHUMAaJIbHOTO
CHWXEHU KoHIIeHTpanuu DA kpoBu Ha (hoHE TIpreMa carmponTepuHa™*,

Tabnuua 2. CemumagHeBHass cxemMa TeCTUpPOBaHMA ANA  onpeaeneHus
YYBCTBUTENbHOCTU K canponTepuHy™* <1>.

[Ipouenypst | Jlo Tecta JHu TecTupoBaHus

-1 mHEBHAA CXeMa
I I 1 2 3 4 5 6 7 8 9
KpoBpb Haromak | X | X | X X

[Tpuem
npenapara

Onpenenenue
OTBETA I10
pe3ynpTaTam
DA kpoBu

<1> KpaTHOCTb B3STHS KPOBM MOKET OBITh yBEJIMUYEHa /10 3-X pa3 B CYTKH IO PELICHHIO
Bpaua. bonee wuacTtelii KoHTponb DA mo3BOIseT 3aUKCUPOBATH MOMEHT MAaKCHMaJIbHOTO
CHI>KeHUsI KoHIleHTpauuu DA kpoBU Ha poHe mpuema canponTepuHa™™.

ITocne MPOBCACHUA TCCTUPOBAHHUA W NOJYUYCHHUA NOJIOXKUTCIIBHOTO PE3YyJIbTaTa HCO6XOI[I/IMO
NMOATBCPAUTD €T0 B XOAC JJIUTCIBHOTO Ha6.IIIOILCHI/I$I.
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" JImATEeNbHBIN" TECT

OcHOBHBIM KpuTepreM 3PGEKTHBHOCTH "[UIUTEIBHOTO" TECTHPOBAHUS SIBIISICTCS MOBBIIICHHE
TOJIEPAaHTHOCTH K MUIEeBOMY (eHmnananuHy. [IpernMyecTBOM Takoro TECTUPOBAHHS SIBIISETCS
BO3MOXHOCTb €r0 NpoBe/AeHUsl Ha (poHe pedepeHCHbIX 3HaueHu DA KpoBH y nanueHra (T.e. He
Beimie 360 Mimonw/m). Ilpu 3TOM TpebyeTcs eKeIHEBHOEC BEIECHUE IHIICBOTO JTHEBHUKA,
TIIATENbHBIA KOHTPOJIb JHETHI, (DAKTUYECKOTO MOTPEOJCHHs MAMeHTOM HaTypajlbHOTo Oeika u
DA.

Bo BpeMs NIMTENBHOrO TECTa HAa PEAaKLUMIO C CAampoNTEpUHOM™™* 00paslbl KpOBH MM
onpezeneHuss KoHueHTpauuid MA cienyer coOuparb IO BO3MOKHOCTHU €KETHEBHO, €CIU TaKOM
BO3MOYHOCTH HET, TO HE PEXKE OJTHOrO pa3a B HEMENIO.

MakcumanbHasi TOJEpaHTHOCTh K mnumieBoMy DA ompenensercs MyreM MMOCTENEHHOIO
yBenuueHus notpednenus @A (pacimmpeHue ITUEeThl) IpU COXpaHEeHUH Nokazateneid @A B KpoBU
ManueHTa B LEJIEBOM Juana3oHe. B COOTBETCTBUM C €BPONEHCKUMM PEKOMEHAALUSIMU 10

JMArHOCTHKE ¥ JedeHmo I’ ®A TOBBINIEHHE eCTECTBEHHON TOJNEPAHTHOCTH K 6enky = 100% 1o
CPaBHEHMIO C MCXOJHOM (/10 Hayajla TECTUPOBAHUS) MPU COXpaHEHUH KoHLeHTpaunu @A kpoBu B
npenenax TeparneBTHUYeCKOTo auarna3oHa 1mocie 6 MecsleB Mpuema camnponTepuHa** sgBusercs
JI0Ka3aTeIbCTBOM UYBCTBUTEIBHOCTH MAIIMEHTA K JICYCHHUIO TaHHBIM IpEnapaToM.

B Teuenue mpoOGHOro jieyeHus U MOCIEAYIOUIe KOppeKIuu Tepanuu KoHueHTparus PA B
KpOBM HE€ [IOJUKHA TPEBbINIATh IejaeBoro 3HadeHus 6 wmr/mn (360 wmxmonw/m). [lpu
KOMOMHHPOBAHHOM HCTIOJ30BaHUU TUTO(EHUIATAHHHOBOW JUETHl M CaponTeprHA™* KOHTPOJIH
3a aHTPOMOMETPUYECKUMH U OMOXMMHYECKUMM MOKa3aTeNsIMU HYTPUTHUBHOIO CTaTyca JIOJIKHBI
ObITh CHCTEMaTHYECKUM BO H30eKaHWE pa3BUTHSA Je(UIIUTA OCHOBHBIX M MUHOPHBIX MUIIEBBIX
BEIIECTB, ATUMEHTAPHO-3aBUCUMBIX COCTOSIHUH.

[Ipu HEOOXOAMMOCTH AUTEIbHAS MEeIMKaMeHTO3Has Tepanus y 60ipHBIX [ DA, oTBevarommx
Ha JIeYEHHE carponTepuHoM™* cHmkeHueM ypoBHS DA B KpoBH, MPOBOJUTCS B KOMOMHAIMH C
JMETON IIPU UCIIOJIb30BAaHUU aMHUHOKHCIOTHBIX CMECEH, KOJIMUECTBO KOTOPBIX OMpEeNsieT Bpay.

[TaneHTHl, MOMyYaromue canponTepuH™* TpeOyoT TIIATeTLHOTO KOHTPOJS 3a COCTOSTHUEM
WX HYTPUTUBHOTO CTaTyca U JPYTMMU MOKa3aTesiMU 37J0pOBbs HE peke 1 pa3a B 6 MecsIeB.

TectupoBaHue Ha YyBCTBUTEIBHOCT K CAIPONTEPUHY™ * BO BpeMsi OepeMEHHOCTH

Kenmunam ¢ ['DA HACTOATENIBHO PEKOMEHIYETCS BBINOJHUTH TECT JIO HACTYILICHUS
O6epemeHHOCTH. Bo3MokHOCTH TpoBefeHHsT 48-4acoBOro TecTa Ha UYYBCTBUTEIBHOCTh K
camponTepuHy** paccMaTpuBaeTcs B Ciydasx, Korja OepemeHHas keHiuHa ¢ ['@A He Moryt

noctiub ypoBH DA < 360 MKMOIL/T B KPOBU C MOMOIIBIO THTI(eHNTATaHUHOBOM aueThl. Takoit
MIOJIXOJI CUMTACTCS OMpPaBJaHHBIM, TaK KaK PHCK TEPaTOTCHHOCTH BBICOKUX KOHIIEHTPAIM B KPOBH
MaTepy TPEBHIIACT PHCK HCIOJIB30BaHUS camponTepuHa** Bo Bpems OepemenHoctH. Ecnm
TECTUPOBaHUE OBLJIO TPOBEJCHO paHee (B MOAPOCTKOBOM BO3pAcTe, 10 OEPEMEHHOCTH U T.1.) ¥ ObLI
MIOJIyYeH TIOJIOKUTEIIbHBIA OTBET, MO3BOJISIIOLUINNA PACIIMPUTH AUETY >KeHIUHbI ¢ DA, mpemapar
Ha3zHayaeTcss el B Mepuoj NperpaBUAapHON MOATOTOBKM (3a 2-3 Mecsla 10 TMJIaHUPYEMOIO
3ayatus). [locne HacTymiueHus OepeMEHHOCTH IpHEM IpernapaTa HpoJOJDKAETCS 10 POJOB, C
KOpPpEKIIHei 036l IEKapCTBEHHOro npemnapata [26, 54].

MenukamentosHass Tepanus npu  BH4-nepuumtheix cocrostHuax ¢ DA gBusercs
NAaTOreHEeTUYECKON M Ha3Ha4yaeTcsl MOciie YCTaHOBJIEHHUS JMAarHo3a B 00s3aTeNIbHOM Mopsjake 0e3
npoBeeHus: TectupoBaHus. HauanbHas no3a campornrtepuHa** y OOJIBHBIX C HEAOCTATOYHOCTBHIO
BH4 cocrasnsier ot 2 10 5 Mr/kr macchl Tena npu npueme 1 pa3 B aeHb. [lpu Heo6xonumocTu 03a
carponrepuHa** Moxer ObITh yBenndyeHa a0 20 MI/KT Macchl Tela B JEHb, IS JOCTHXKEHUS
ONTUMAJILHOTO TEPaNeBTUYECKOT0 APdeKTa BO3MOXKEH MpUeM Ipenapata 2-3 B JI€Hb.
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[Tpunoxenue
VIHQOPMMPOBAHHOE COIJlacue
Ha MNpOBeIeHMEe TeCTUPOBAaHUA NpenapaToM CalpOolTepMH* *

A, (eM0) ,
nacnopT N , BBIAH
NpOoMHOOPMMPOBAH (-a) © TOM, UYTO IpenapaT CalpolTepMH** (CanpomnrTepuHa**
ONTUOPOXJIOPU,) ABJIAETCH CUHTETUYECKUM aHaJIOT'OM IPUPOOHOTO
TeTparuigpoOMOoNTEPMHA u ABJISETCH CpenCcTBOM s JledeHMrsa OOJIBHBIX C
HacJleOCTBEeHHBIMM HapyleHMAaMU obMeHa BelleCTB (HyXHOe TIOOUYEPKHYTh) -
Qe HUIIKETOHYPHUM, UYYBCTBUTEJILHOM K JIEUeHMIO CallpolITepMHOM**, 1 HapyleHUM
obmMmeHa TeTparuapoOuonTePrHAa (aTunmuHasg, kKodakTOPHAA,

TeTParuapoOuOoNTEPUH-3aBucHuMasd oGopMa OGQEeHMJIKETOHYPUM) , KOTOPHBIM CTpamaeT MOM
pebeHok (OMO)
, T.p.

S wuHQOpMMPOBAH (—-a) O TOM, UYTO OJIA HNONTBEPXIEHMS YYBCTBUTEJIBHOCTU K JIEUESHMIO
CanponTepruHOM**, HeoOXOOMMO NPOBECTM TECTMPOBAHME, LeJIbl0 KOTOPOI'O ABJIAETCH
NONTBEPOUTL CHMXEHMe YyPOBHSA OQeHMIajlaHMHa B 2 KPOBM Ha (QOHe IIpPUMMEHEHUS
canponTepmMHa** B COOTBETCTBMM C MMERIMMMCS MEXOYHAaPONHBEIMM CcTaHmapTamu (30%
u doJiee) .
A  umHOOpMMPORBAH (—a) O TOM, UYTO B CJlydae INOIOTBEPXIEHMUS UYBCTBUTEJIBHOCTU K
TepanuM CalpolNTEPMHOM**, IaHHOe JieueHue OyIeT NPeOoCTaBJIEHO MoeMy pebeHKYy
TOJIBKO IIOCJIE€ MNONTBEPXIEHMS IOCYHAPCTBEHHOTO (QMHAHCHUPOBAHMUA.
A  wmHOOPMMPOBRAH (—a) JeyamyM BpadyoM O TOM, UYTO B IIpOllecce IPMMEHEeHUS
camnponTepuHa** MOT'YyT pPasBMBaATbHCHA I[IO0DOOUHBEIE D20bekTh, Hambojiee UYaCTEMU U3
KOTOPHEIX HABJISAITCH:

— HesHaumTesbHasd I'OJIOBHas OOJb

— HacMOpkK, 3aJIOXEHHOCTb HOCa

— Bosie B TOpIe

— Kameusb

- XenlyODOUYHO-KMIUIEUHBIE PACCTPOMCTBA: IIOHOC, PBOTA, OOJIM B XMUBOTE

— T'mnodeHMIIaJIaHUHEMU S

— MoryT OBITH IOpyrme HOOOUHEHE 3QOeKTE, O KOTOPBIX NOKa HE MU3BECTHO.
d  obsasyoch obecneumTbh MoeMy pebeHKy CTabMIbHY IOMEeTy UM He BHOCUTL B Hee
HMKAKUX MBMEHEHMY B IIepMOoI IIPOBeIeHUS TEeCTUPOBAHUL.
A 06a3yKCh coofmaThb Jeyvamemy Bpauy obo Bcex Tn0OOUHEIX BodexkTax,
HeXeJlaTeJIbHEIX SBJIEHUAX UM U3MEHEHMSIX B COCTOSHUM MOero pebeHKa, Pa3BUBIMXCHI
BO BpeMsS IPMMEHEHMS CalpolTepMHa**.
A munbopmMupoBaH (—a) O TOM, UTO I MMEK IPpaBO OTKABATLCSA OT JIeUEeHMS IpelapaToM
B Jioboe BpeMs, O UeM O043ylCh yBEIOMUTH JledalleI'o Bpada B TEeUeHUEe CYTOK.
bel nHOpMMpPOBaH (—a) O PEeKOMEeHIOyeMOM Jos3e Ipelnapara, CxeMe JiedeHusa U
OXMIAEMEIX pesyJibTaTax TepaluM.
Mos mommmch I[IOO HAaHHEIM COIJlacMeM O3HaudaeT, UYTO TEeKCT INAaHHOT'O CcoIJlacud
opoumMTaH, B HEeM BCe IOHSATHO, Ha BCe BOIPOCH £ IOJy4YWI(—-a) yYyIOOBJIETBOPUBIIME
MEeHS OTBETEH, C [NPEeIJIOXEHHBIM IIJIaHOM JIedeHMS CcoIJlaceH (—-a) .

(umciyio, Mecsdi, ITom)

BaKOHHEI [NPeACcTaBuTesb (MaTh/oTel/npyro POACTBEHHMUK)
(mommnmce)
(©.11.0.)

A3.13

65 un3 85


http://disuria.ru/
https://аптека-омск.рф/

KnuHunyeckne pekomeHgaumm — Knaccuyeckast heHUnKeToHypusa n gpyrune suapsl runepgeHunananniemmm — 2020-2021-2022
(07.06.2021) — YTBepxaeHbl MuH3gpasom PO

Jleuammiyt Bpau (mommmce)
(®.1.0.)

JITY &

[Tpunoxxenue A3.14

B3saTtue 6HOM3Tepl/la.]'la JJIA IIPOBECACHUA NTHATHOCTUKH B IIATHAX KPOBHA

KpoBb cobupaercst Ha CTAaHJAPTHYIO KapTOUKY-

¢unbTp (N 903), KOTOpast mMpUMeEHsieTcs Ui ~
CKpUHHHIa HOBOPOXKJACHHBIX B Poccuiickon
denepanuy WIN aHAJTOTUYHYIO JUIS TOJTYYECHUS

CYXOTO TISITHA KPOBU. KPOBD MOJKET OBITD, KAK | Mo s s s S s, s s
KamUBSIpHast (M3 MaNbIIa, ITKH), TaK | KORIH AR SOMIERITPUBIVIT JPYIELE HIPETIh CTopoins
BeHO3Hast. BeHO3Has KpOBb cOOMpaeTcs B
MPOOHPKY, aKKYPATHO TIEPEMEITUBACTCS U

3aTeM OBICTPO C MMOMOIIBIO TUTIETKH . . . .
HaHOCHUTCA Ha GUIbTP 1O 25 — 50 MKJI KpOBU

Ha KaXJIYIO BBIJICIICHHYIO 00J1acTh.
Heob6xomumo xopo1iio nponurath
BBIJICTICHHYIO 001acTh Ha GuiabTpe (puc. 1).
[IpeanoururensHo coOupaTh 0Opas3Ibl OCe

ensl uepes3 40 munyT — 1 yac. Bo3aMoxHO
TaK)Ke OCYIIIECTBUTH 3a00p KPOBH U HATOIIAK.

He cacaiTets COABITH, SDONNT B KDOBN0

Pucynoxk 1. O6pazer npaBmIbHOTO HAHECCHUS
KPOBH Ha KapTOUYKY-(PHIBTP

Ha kaprouke-dunbrpe 00s3aTENBHO JOJKHBI FTN 2NN 27N 2N s
ObITh yeTKo ykazansl U0, kem u oTKyna { } { } { } { } { }
HaIpaBJICH MAIMEHT, J]aTa POKICHUS U A ST N . YT S N
TenedoH Jeyalero Bpaya (pUCyHOK 2). 903 & 2023-10 OO0AZOAWDO1

Xpasarms npu 42 - 425 C*
O6pa3eu CYXOr'o IIsITHa KpOBH BKJIAJIbIBACTCA B

YUCTBIM KOHBEPT, TUOO B YUCTHIN (aii.
Kaprouka-puiabTp He JODKHA COTPHKACATHCS
C TPSI3HOM TIOBEPXHOCTHIO M C 00pa3liaMu
JPYyrux nanueHToB. HeoOXommo mpuiiokuTh

= 6 0010608

SN0 MNawmenty
K o0Opa3iaM HHPOPMUPOBAHHBIC COTJIACHS
IIallUCHTAa WUJIK €0 3aKOHHBIX HpeﬂCTaBHTeHeﬁ

“ Lara powewss fara e1smen xpome Mo

Ha IIPOBCIACHHUC J'Ia60paTOpHBIX HUCCIICOOBaHNU

0 Bpasa

ANY J Topaa | Aapec

Lmyd ppea

Tomader Bpia

Tecr
[ Jeutpn [] nomne [ Jrowe [Jmnc: [ Jime-6it [Jimo6Ls

D Cemedmpil OxDitnme MyTawme
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Pucynoxk 2. O6pa3zer kapTouku-(huiabTpa

Anroputm AeCTBMU MeAULIMHCKOro nepcoHarna npu B3ATMu obpa3suoB KpoBU

- BBIMBITh PYKH (TUTHEHUYECKHUI YPOBEHbD), Ha/IeTh MIEpUYaTKH;

- BBIMBITh PYKH IallMEHTA (MSITKY peOeHKa B ciydae, eciil KpOBb OepeTcs U3 IATKN);

- MpoTepeTh 00JacCTh MPOKAIBIBAHUS CTEPUIIbHOMN candeTkoil, cMoueHHo 70% crupTom,
MPOMOKHYTh CYXOW CTEpHJIBHOM candeTkoil; — TMPOKOJIOTh CTEPWIBHBIM OJHOPA30BHIM
CKapU(PHUKATOPOM;

- CHSITb [IEPBYIO KAILIIO KPOBU CTEPUIIbHBIM CYXHUM TaMIIOHOM;

- MSTKO HaJaBUTh JUISl IOJTy4€HUsI BTOPOM KaIlIk KPOBH;

- MPWIOKHUTH MEPHEHIUKYIIPHO TEeCT-OJaHK K Kaiule KPOBU M IPOIMUTaThb €ro KpPOBBIO
HACKBO3b;

- QaHAJIOTUYHBIM 00pa30M HAHECTH Ha TeCT-OJIaHK 6-8 Karmenb, BUJ MATEH KPOBH JIOJDKEH OBITh
OJIMHAKOBBIM C 00EHX CTOPOH.

- BBICYIIUTh TECT-OJJaHK B TOPHU30HTAJIbHOM IIOJIO)KEHHHM Ha YHCTOM 00€3KUpeHHON
MOBEPXHOCTH HE MeHee 4 4 0Oe3 NpHUMEHEHHUs TeIUIOBOM 00pabOoTKM M MOMajaHus TNPSMBIX
COJIHEUHBIX JIy4YeH;

- yImakoBaTh TeCT-OJaHKM B YHUCTBHIH KOHBEPT TaKUM 00pa3oM, YTOObI MSATHAa KPOBU HE
COIIPUKACAIINCH.

Ocob6eHHOCTU NpU NHDY3INOHHOMU Tepanuu

HekoTopseie manueHTsl MOTYT HOJy4aTh HHGY3HOHHYIO TepaIuio, epeinBaHne KOMIIOHEHTOB
KpPOBH, YTO MOKET OKa3aTh BIMSHUE HAa pe3yibTaThl TeCTOB. Hampumep, npu nepenrBaHUU IJ1a3Mbl
KPOBU MOTYT OBITh IMOJIy4€HBI JOKHOOTPUIIATEIbHBIE PE3YybTaThl. PEKOMEHIyeTCsl OCYILEeCTBUTh
3a00p KpoBHW uig aHanmu3a MerabonutoB W JIHK-mmarnoctukm He 9 panee yem dyepes 6-7 naHei
1ocJie IepearuBaHus M1a3Mbl KpoBH U yepe3 7-10 mHeil mocie nepenrBanus KOMIIOHEHTOB KPOBH.

He nomyckaercs 3a60p kpoBu
- cpa3sy IocJie MpoBeIeHUs NalMeHTy UHPY3UOHHOW Teparnuy;
- cpa3sy MocJje 3aMeHHOT0 NIepeIuBaHus KPOBH.

XpaHeHue u TpaHCNOpPTUPOBKa GMomaTepuana

OO0pa3ibl BBICYIICHHBIX MATEH KPOBU MOKHO XPaHUTh B OOBIYHON KaMepe XOJIOMIbHUKA TTPU
+4°C no otnpaBku. Cpok XpaHEeHUs 0 MOMEHTA OTIPABKU HE JIOJKEH MPEBbIIATh 7 THEH.
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IIpunoxenue b
AJIFOpI/ITMBI BCACHHUA IMAIITMCHTA

OO0wmuii aaropuT™M IMAarHOCTUKH U Tepanuu I'DA

HuarsHocrira
THIEp () EHHNATAHHH ENIH
(HEOHATANEHEH CKPHHHHT,

MOJIEKYIIAPHAA HArH0CTHEA,
mddepEHIHANEHAA THATHOCTHEA)

IMpogoickeHue
IHAHOCTHYECKOr 0 T10MCKA
B paniax OpyTHX
BOSMOEHELX 3abonepannn

AuarHoz

TMOATEEpE HeH?

Tepamua ambynatopHo mon HAOMOIEH!H e

Epada

k.

Jucnanceproe Habmogenne i
NEYEHHE C IEPH O IHIECHHM

KOHTPONEM E CTETHATH SHPOBAHHOM .

VIDEXTEHHH

Tepamua
3 erTHEHAY

IIpumeuanue.
Hymeparnus pazzienoB gaHa B COOTBETCTBUHU C O(HUIMATBHBIM TEKCTOM JOKYMEHTA.
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Il Anroputm audcepeHumanbHon auarHoctukmn FOA

A (PA22,0 vr/gm

IonexynapHo-
TEHETHYeCKAd

MHarHOCTHEA

enoTHNO, He [CEHOTHIT, TTOT SHLHATEHO
| YYBCTBHTENMEHEI K BH4 YYBCTEHTEMEHEEH K BH4
CHuxenue bA YHarpysouHEm
menes 30%

Camxenne A Ha
30% u Gonee

I

k4
|, PH4 HeuyscTeHTEIBHAA [ A BH4-uyecreuTemras P4

BH4-neduunTHag
I'pa

Habmopeuue s JITTY
MepHKo-TeH eTHHECKOe KOHCYIETH P OBAHH e

VHarpyzo4seii Tect mpopoguarcd nocie | roga
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III AnropuT™M HEOHATAJIBHOI0 CKPUHHMHIA

PomueHED moM (cTAHoHAp, b
I OJH K HHRE)
v
] \
JlaboparopMAaHe 0HAT AMEHOID CKPMEMHTA
Onpegenceme PA B 0K OMIITTHE Kp OBH
J

&bz 2 0nrign [ Vposere DA 2,1-6,0 /g }

|

EBnaux-petect

| $ 422 0mrign
L 4
[ da 2,1-6,0 vrign J DA>6,0 Mrfgn

h 4 k4

I'PA (mafimogerme) T4

Jeuerme He OBOIHTCA Tissone MOEOROCT
np = O SHEMSILERGIOEAL MR T BUEOE
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DEeHUNKETOHYpUS y IeTEeH

[lauuneHT ¢
nofo3peHnem Ha
(PEHUIKETOHYPUIO

HeoHaTanbH.I >
CKPUHWHT

Y <

[uardocTuka <

Mpoponxexune
AMarHoCTU4ECKOro fa
noucka B pamKkax 4 0
QPYTUX BOMOXHBIX
3abonesaHuit

[varHo3

NOATBEPKIEH? o) Tlevertne

Y @®

[ucnaHcepHoe
Habniopexue u
| 2 neyeHue ¢
nepuoan4eckum
KOHTpOnem

®

v

Hert

Tepanus
adpektusHa?

ITpunoxxenne B

HNudopmanus 11 NaMeHTOB
Yro Takoe (peHMIKeTOHYpHUsi?

Oenmnkeronypust (PKY) — 310 HacnencrBeHHoe 3a0o0JieBaHUE, XapaKTepU3YIOILIEECs
HapylmeHrueM MertabommsMa ¢eHunananuHa (DA, HezaMeHMMas aMUHOKUCIOTa, KOTOpas He
CUHTE3UPYETCs B OpraHu3Me, IOCTYNAeT C MUIIEH — MPOAYKTaMH XUBOTHOTO IPOUCXOXKICHUS, B
TOM YHCIIE€ C TPYIAHBIM MOJIOKOM W JAETCKUMH MOJOYHbIMH cMmecsimu). OKY — menmas rpynmna
3aboJeBaHMii pa3nuyHoOi TsokecTu. B Poccun npumepHo 1 Ha 7-8 ThICSIY HOBOPOXK/IEHHBIX JIeTEH, a
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Bcero Oonee 200 neteii B TOJ, posKIaeTCs ¢ ITHM 3a00JICBaHUEM.

IIpn oTCcyTcTBHM CBOCBPEMEHHOW JMAarHOCTUKA U JICUeHUs 3a00JIeBaHUE MPOSIBIISICTCS
0OBIYHO B BO3pacTe 2-6 MeCsIeB KU3HU MPU3HAKAMHU IMOPAKCHUS [ICHTPAIIBHON HEPBHON CHCTEMBI:
ponuTeneil OECHOKOAT BsUIOCTh peOEHKa, OTCYTCTBHE HMHTEpeca K OKpYKaloIIeMy, WHOT/a
MOBBIIIEHHAS Pa3IPAKUTEIBHOCTD, OCCIIOKONCTBO, CPHITMBAHMUS, HAPYIICHUE MBIIICYHOTO TOHYCA
(Jare MpIIIeYHas TUTIOTOHMS), IPU3HAKU ATOTIMYECKOTO JepMaTHTa, 3aJIepPKKa MCUXOMOTOPHOTO
pasButHs, UHOTAA cynoporu. C BO3pacTOM JETH UMEIOT TsDKEJIOe MOpaKeHWE HEPBHOU CHCTEMBI
BIUIOTh JI0O YMCTBEHHOH OTCTalOCTH W Omwierncud. [Ipy CBOEBpeMEHHO Ha3HAYCHHOM
MaTOT€HETUYECKOM JICUCHUH KAIOOBI UMEIOT 00JIe€ JIETKU XapaKTep WU OTCYTCTBYIOT.

Kak Bpauu 00HapyxuBaioT, 4To pedGeHoK 00y1eH?

C nenbio paHHEH IUArHOCTHKU U NPO(UIAKTUKUA PA3BUTHS YKA3aHHBIX CHMITOMOB BCEM
HOBOPOKIACHHBIM ITPOBOAUTCH HEOHaTaJILHBIN CKPHUHUHT B POAUJIBHOM JOMC Ha 3-7 JCHb )XN3HU.

Pe3ynbratel JaHHOTO 00CIEIOBAHMS COOOIIAOTCS POIUTENSIM 10 TeleoHy.

PO)II/ITeJ'II/I 00s13aHBl BHUMATEJIBLHO OTHECTHUCH K nonyquHoﬁ U3 HOCHTpa HCOHATAJIBHOIO
CKpUHHMHIa MHPOpPMAIMN U HEMEJUICHHO SIBUTHCS Ha MpPUEM K Bpayy W/WIM CBA3aTbCS C HUM IO
TenedoHy, Take eclii y peOeHKa OTCYTCTBYIOT KIIMHUYECKHE CHMIITOMBL. PereHue o Ha3HauYeHUH U
XapaKkTepe TUeTOTepariy MPUHUMAET Bpad.

Kaxue npo0.ieMbl BbI3bIBaeT PeHUIKETOHYPUA?

[Mumia, KOTOPYIO MBI €UM, COACPKUT OCJNKH, COCTOSIIUE U3 OTIENbHBIX aMUHOKUCIOT. [Ipu
(EeHUIIKETOHYPUU OJIHA U3 3TUX aMUHOKHUCIIOT, KOTOpasi Ha3bIBaeTcs (heHUIIaJaHH, HE YCBauBaeTCs
OpraHu3MoM OOBIYHBIM 0Opa3om. M3-3a aTroro @A HakamiamBaeTcs B KpoBH peOeHka. be3 neuenus
3TO MPUBOJIUT HAPYIIEHHIO pa3BUTHs Mo3ra. Ho 3To MOXHO mpeaynpeauTb, €Ciu YMEHbIIUTh
KOJIMYecTBO Oenka B mwmmie. TakuMm oOpa3om, Bamr peOeHOK HyKIaeTcs B CHEIHATBHOM
HU3KOOEJIKOBOU JUETE.

Jlueta, ¢ OIHOW CTOPOHBI, JOJDKHA conepkarh mMano DA, HO, ¢ JApyrod CTOPOHBI, OBITh
cOamaHCHUpOBaHHOM ISl oOecrieueHusl pocTa U pa3BUTUS Malbliia. Bamr Bpau-reHeTHMK MOMOXKET
Jy4llle MOHATh CUTYallHIo, 4TOObI OHA ObLIa sicHa Bam noigHOCTEIO.

Yro gesatb pogureasam?

3a MCKIIFOUEHUEM JIUEThI, OTHOCUTECH K PeOEHKY KaK K 3J0POBOMY, HE CTapaiiTech N30BITOYHO
OIIEKATh €ro.

Jluera moHayally Ka)eTcs CJIO0XKHOW, HO Bpauu-TeHETUKH U JHETOJOTH OKaxXyr Bam
MaKCUMaJbHYIO MOJIEPKKY U TIOMOIIIb, BCET/1a, Koraa Bel OyneTe B Heil Hy>KIaThCsl.

Byner siu peGeHOK HOPMAJIBHO PACTH U Pa3BUBATHCH?

Jns Bcex nereit ¢ @KV, koTopble CBOEBPEMEHHO Haydalu jiedeHue, otBeT oauH — JIA! Ecnu
nedenue Bamero peGeHka mpoBOAUTCS IOCTOSTHHO, PEOEHOK pacTeT U Pa3BUBAETCS HOPMAJBHO.

Ho, ecnu kOHTpoIb 3a cOOMIOIEHUEM TUETHI HEJOCTATOUHBIM, 3TO MOXKET BBI3BATh MPOOIEMBI
oOyueHusi U moBeeHUs pebeHka. PeOeHOK He CMOXKeT MOOUTHCS TeX YCIEXOB, KOTOPHIX OH ObI
JOCTUT TPH TIIATEITHHOM COONIOICHUH JUETHI.

IT0 MOKN3HEHHAd auera?

B Hacrosmiee BpeMA CYHUTACTCA, YTO HanOosee Ojar ONPHUATHO IMOXU3HCHHOC CO6J'IIOIICHI/IC
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nuetsl. XKectkoe coOmofeHne aueTsl Heooxoaumo y xeHmuH ¢ @KV HermocpencTBEHHO mepen u
BO BpeMs OCpeMEHHOCTH Ui MpenynpexJeHUs pa3BUTUS MOPOKOB IMoja. Jluerorepamnus,
OCHOBaHHAasi Ha pe3koM orpanndeHun DA B panuoHe OOJBHBIX JAETEH 3a CUET HCKIIOYCHHS
BBICOKOOEGJIKOBBIX MPOJYKTOB, JODKHA OBITH HAaUaTa HE MO3/IHEE MEPBBIX HEJENb KU3HU peOeHKa ¢
IETbI0 JIOCTYDKCHUST MaKCUMalnbHOU 3(dekTruBHOCTH JeueHus. Hemocraromee KoJu4ecTBo Oenka
BOCIIOJIHSIETCSl 34 CUET CIEUUAIN3UPOBAHHBIX JIEYEOHBIX MPOAYKTOB, YACTUYHO WJIM IMOJIHOCTHIO
numenHsix OA [23].

Haznauenue naToreHeTMYECKON AMETOTEpANuU C MEPBBIX AHEW JKU3HU peOCHKA ONpeaesseT
ONaronpUATHBIN MPOTHO3 TeUSHHSI (PEHUIKETOHYPHUH.

OcHoBHBIe NpUHIUIBI AHeThl IpH PKY

OObIYHOE TMHTAaHHWE, PACCUMTAHHOE Ha 3J0POBOTO peOCHKA, COJEPKHUT Tropaszao OoJbIIe
(deHunananmHa, yeM MoxkeT ycBouth pedbenok ¢ ®KVY. Takum oO6pa3om, jJedeHre COCTOUT B JIUETE,
coJiepXaIieil poOBHO CTOJBKO (peHWIANIaHWHA, CKOJBKO HEOOXOIUMO /I POCTa U Pa3BUTHUS
pebeHka.

Msico, pwi0a, ceIp, siiiTlla, OPEXH, MOJIOKO, COsi OOTaThl OEIKOM M, TAKUM 00pa3oM, HE MOTYT
WCIIOJI30BaThCs B IueTe. [Ipyrue mpoayKThl, CoAepKallre MEHbIIee KOJTUIECTBO Oelika, TaKue KaK
KapTodenb W 3JIaKW, JA0TCS B TaKOM KOJIMYECTBE, YTOOBl YpOBEHBb (DEHMIIAIaHWHA, KOTOPBIHA
JIOJDKEH PETYJISIPHO TIPOBEPSITHCS, OCTaBajCs B O€30MacHBIX Tpenenax. [Ipwem STUX MPOayKTOB
JIOJDKEH OBITh PaBHOMEPHO pacmlpenesieH B TeYeHHe IHA. Pa3pemeHHOoe KOJIMYEeCTBO Ka)KO0To
MPOJIYKTa CO BPEMEHEM MOKET MEHATHCS JJaXKe Y OJTHOTO PeOCHKa.

BonbmmHCTBO DPYKTOB, MOYTH BCE OBOIIU, B TOM YHCIIC JIICTOBBIE, caxap, BapeHbsI, CHPOIIBI
1 JKUPBI, TAKME KaK CIIMBOYHOE MAclio, CBUHOE Cajlo, PACTHTEIIBHOE MacyiO, MOTYT MCIOJIh30BaATHCS
OTHOCHTEILHO cBOOOIHO. KpoMe Toro, CyIIecTBYIOT CielMaibHO pa3padOTaHHBIC U TPOU3BOINMBIC
MIPOMBIIIJICHHBIM 00pa3oM PO ayKThl utanus s aeteit ¢ ®KY, coaepxarnue mano 6enka. K Hum
OTHOCSITCSl CIICIMAJIbHBIN XJIeO, MaKapOHHBIC M3JIENHs, NeUeHbe W Badid, puUc, MOJIOKO U JIpyrue
W3NS, KOTOPhIE MOKHO HCIIOJB30BaTh JOCTATOYHO CBOOOHO JJIsi TOTO, YTOOBI pa3HOOOpA3UTh
MMUTAaHWE MaJIbIia. Bl MOKETe TOTOBUTH UX OOBIYHBIM CHOCOOOM (3KapuTh, BapUTh, ME€UYb U T.1I.),
N00aBJISIst TPABBI U CIIEIIUU 110 BKYCY.

BricokoOenkoBbIe TPOIYKTHI, TAKHME KaK MsCO, pbl0a, ChIp, SHIA, KOTOPhIE HE MOXET €CTh
Bamr peGeHOK, 3aMEHSIOTCS CIEeHAIbHOW aMUHOKHCIOTHONW CMEChIO, B KOTOPOH OTCYTCTBYET
dbeHunanaHuH. DTH 3aMEHHUTENIU OelKa yrmoTpeOSIFOTCS B BHJIC HAIMMTKOB WJIM TAcT, a y Oojee
CTapIIuX JETe MOryT ObITh B (opMme TabJeTOK. DTH CMECH BBIJAIOTCS 1O PEIENnTy Bpaya
obOecrieunBaroT peOeHKa "Oe3omacHbIM" O€IKOM MJII €ro pocTa W pa3BHTHA. Bpad-reHetuk
noApoOHO pacckaxeT Bam, kak mMpaBUIIbHO TOTOBUTh U IPUHUMATH TAKYIO CMECh.

3ameHuTenn Oenka — KpaliHe BakHas 4acTh aueThl npu OKY. OHM narTcs B HECKOJIBKO
MIPUEMOB B T€UEHHUE JHs. JTO MOMOTaeT yAep>KaTh YpOBEHb (peHUIIallaHnHA KPOBH B OE30TMACHBIX
rpaHMIIaX.

B nuere peOGeHka Takke BaKHbI MUHEpalbl U BUTaMUHBL. Eciu OHU yXe HE BKIIOYCHBI B
3aMeHHUTeNh Oenka, Bamr Bpad HazHAYUT HEOOXOAMMBIE KOJUYECTBA ATHX BEIIECTB B BHJIE
JOTIOTHUTEIBHBIX 00aBoK K muimie. [laBaiite peGeHKY TOJNBKO T€ MpenapaThl, KOTOPbIE HA3HAUYMUT
Bpau!

IIpu kakux ¢popmax ®KY Bo3MOKHA MeIMKAMEHTO3HasI Tepanus?

Hns Hexotopeix ¢Gopm DKV paszpaborana menukameHTo3Has Tepanus. DPPEeKTUBHOCTD
JIEKapCTBEHHOI'O MpenapaTa ONpeIessieTcs ¢ IOMOIIbI0 TECTUPOBAHMS.

TectupoBaHue IPOBOJUT, KOHTPOJUPYET U OLIEHUBAET Bpady, KOTOPBIA OCYIIECTBISAET
neueHne U HaOmronenue mnauueHToB ¢ @DKVY. Jlng Oosee TIIATENbHOTO KOHTPOJS TECT
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1enecooOpa3Ho MPOBOJUTH B CTAlMOHAPE, BO3MOXKHO JTHEBHOTO MpPEeObIBAHMS, IMPH CTPOTOM
cOOIOICHUN MAITMEHTOM PEKOMEHIAINI Bpaya 1Mo MPOBEJICHHUIO TeCTa — aMOyIaTOPHO.

Ilepen mpoBeAeHHEM TECTHUPOBAHHS OYEHb BAXKHO CTA0WIIM3HPOBATH  COJIEPIKAHUE
(deHmIanaHNHA B KPOBU ITyTEM COOIIOCHHSI HEM3MEHHOTO THIIEBOTO pallioHa B TeUCHHE 4-5 THEH
0 Hayaja TecTa M B MEPUOJ TECTUPOBAHUS ISl MCKIIOYEHHUs BIUSHUS JUETHl Ha KoJieOaHUs
koHneHTpaiuu ®A B kpoBu. [lociie momydeHus MOJOKUTEIHLHOTO pPE3yJbTaTa TECTUPOBAHUS
HE0OX0IMMO MOATBEPINTH €T0 B X0JIe 00JIe€ JUTUTSIILHOTO HAOTIOACHHUS.

[ToBeimenue TonepanTHOCTH K TumeBoMy DA Ha QoHE NMpHeMa CHHTETHYECKHUX aHAJIOTOB
BH4 sBnsiercs mokazaHueMm i pacUIMpeHHUs: JUETHI, MpU 3ToM KoHueHTpauus DA He momkHa
npeBsimaTh 6 Mr/mi. [Ipy KOMOMHHMPOBAHHOM HCIOJIB30BAHUU THIO()ECHUIAIAHUHOBON IHETHl U
cuHTeTH4YecKoro anamora BH4 KoHTpo1bh 32 XUMHUYECKHM COCTaBOM JIMETHI, aHTPOIIOMETPHIECKUMU
1 OMOXMMHMUYECKHMHU TIOKA3aTeNsIMH HYTPUTHBHOTO CTaTyca mamnueHTa, @A KpoBU JOJKHBI OBITh
CHCTEMaTHYECKUM.

[TanienTsl, moyvaronme CUHTeTHYeCKuil ananor BHy, TpeOyroT TmiaTenbHOTO KOHTPOJIS 3a
COCTOSIHUEM MX HYTPUTHUBHOTO CTaTyca U APYTMMH MOKA3aTEISIMH 370POBBS.

UtoObI 1euenne Obu10 Y(PPEKTUBHBIM, POJAUTENN U WIECHBI CeMeH, Tie ecTh nanueHTsl ¢ GKY,
CcaMU TIAllUEHTHI JIOJDKHBI OBITh B TECHOM KOHTAKTE€ CO CBOMM JI€YAIllUM BPAadyOM M BBITIOTHATH BCE
ero Ha3Ha4YeHUsI!

Kak 310 KoCcHeTCsl ApPYIruX AeTeil B HALLeH ceMbe?

VYuuTeiBasi ayTOCOMHO-PEIIECCUBHBIM THUIT HACJIEIOBAaHHS, MaTh M OTEI] OOJBHOTO pedeHKa
SIBJIIIOTCSI. HOCUTENSIMH OOJIE3HH, XOTSI OHM COBEpIIEHHO 370poBbl. [Ipu kaxmoit GepemeHHOCTH
PUCK poauTh 0OJIBHOTO pedeHka cocTaBisieT 1 maHc w3 4, TO €CTh JOCTATOYHO BBICOKMMA PHCK
MIOBTOPHOTO POXACHUS B ceMbe OolbHOTO pebenka. [loaToMy mokazaHO MEIUKO-T€HETHUYECKOE
KOHCYJIbTHUPOBAaHUE, YTOObI IOMOYb CEMbE POJIUTH 3A0poBOro pebeHka. Takke MeauKo-
FeHeTUYeCKOe KOHCYJIbTHpPOBaHHE HeoOXxoauMo BceMm mnamueHtam ¢ DKV penpoayKkTuBHOTO
BO3pacTa.

B3spocasiv nanuentam ¢ @KV (He3aBucUMO OT 1o1a) claeayeT 3HaTh, UTO €CIM Y UX MMapTHepa
HeT Mytauuid B reHe @AI, To B 1aHHOM Opake Bce AeTu OyayT TOJILKO HOCUTENSIMH, U O0JIe3Hb HE
MOBJIMSET Ha KX 370poBbe. C Ipyroil CTOPOHbI, eciik napTHep nanuenta ¢ @KY nmeer myranuo B
reie ®ATI, To 50% ux gereit Moryr ctpagath ¢enuwikeTonypueil. Ecnu 06a poaurens sSBISIOTCS
nanueHTamu ¢ ®KVY, To Bce ux netu Takxke OynyT UMeTh JaHHOE 3a00JieBaHUE U JOJKHBI OyayT
MoJIy4yaTh OJMHAKOBOE C pOAUTENSIMU JeueHue. JKeHIIMHaM penpoAyKTUBHOIO BO3pacTa C
yCTaHOBJICHHBIM paHee nuarnozoM DKV pekomeHayercs 3apaHee IUIaHUPOBaTh OEPEMEHHOCTb,
MIPEIBAPUTENILHO TMPOKOHCYIBTUPOBATECA y THHEKOJOra U TEHETHKAa M CTPOTO BBINOJIHATH HMX
Ha3HAYeHUs. OTH Mepbl HEOOXOOMMBI JUIS CHIDKEHHUS pHCKa poXkaeHus y >keHmuH c OKVY
MJIQJICHIIEB C PAa3JIMYHBIMH BPOXXJICHHBIMU MOPOKAMHU DPAa3BUTHS (CHHIPOMOM '"MaTEpHUHCKON
OKVY").

IamsaTka OyaymumM MaMam ¢ IMardHo3oM "'GpeHmwIKkeToHypus'', a TaKiKe
poaAMTEeIsAM 1eBOYEeK ¢ PeHUTIKEeTOHYpHUel

3TO Ba)XHO 3HATH!

HyXHO NOMHHUTB, 4TO IOCII€ OKOHYAHHs CIELMAIU3UPOBAHHOIO JedyeHus y Bac B kposu
ocTaeTcs BBICOKOE cojiepkaHue (eHMUIallaHMHA U ero mpou3BojHbIX. Ha Bamr opranusm sto He
OKa3bIBaeT BpeIHOTo Bo3zaencTBHs. Ho eciu Bbl coOMpaeTech cTaTh MaTepbio, TO BEICOKUI YPOBEHb
¢eHunanaHMHAa y Bac B KPOBHM OCTaHOBHUTCS 'Tpo3HbIM BparoM" Bamrero Oyayiiero peOeHka.
[ToBblIeHHBIH ypOBEHb (PEHHMIATIAHMHA B KPOBU OepeMEHHON KeHLMHbI, cTpajgatomeid DKV,
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BBI3BIBAET y IUIOJIA TSYKENbIE IOPOKU PA3BUTHS CEPJIEUHO-COCYAUCTON CUCTEMBI, TOJIOBHOTO MO3ra,
3aJIepKKY (U3MUECKOTO Pa3BUTHS, WHTEIUICKTYAIBHOTO Ppa3BHTHSA, OIIICNCHIO. Bpicokas
KOHICHTpalHuA q)eHPIJIaJIaHI/IHa U €T0 MNPOU3BOJHBIX B KPOBU BO BPEMH 6epeMeHHOCTI/I SABJIACTCA
"saom" U1 pa3BUBAIOLLEr0 OpraHU3Ma MaJlblla.

UTto HY)KHO cenaTh, YT00bI IPEIOTBPATUTH POKICHUE OOJILHOTO peOeHKa:

1. IToceTuTh MEAMKO-TEHETUUECKYIO KOHCYIbTALNIO IPY IIJIaHUPOBaHUU OepeMeHHocTH. Eciun
Bam ne Bhmosnsuin JIHK-auarnoctuky, cinenyer nposectud JIHK-mmarnoctuky Bam m Bamemy
HapTHEpY.

2. Bctatp Ha y4eT B MEAMKO-TEHETHYECKOW KOHCYJbTALMU M HAYaTh JieueHUe 3a 2-3 mecsna
70 TJIaHupyeMol OepeMeHHOCTH. B 3ToT mepuoj mepeiTu Ha CTporyro rumnogeHuIaJIaHUHOBYIO
JMETy C IMPUMEHEHHEM CIEHUAIN3HUPOBAHHOIO IMPOJYKTa JIeYeOHOTO MUTaHMs (aMUHOKHCIOTHAs
cMeCh C HU3KUM 3HaueHueM PA). YpoBeHb (eHHIaTaHMHA B KPOBH Ha ATOM JTale He JIOJDKEH
npeBbImaTh 360 MKMOIIB/11 (6 Mr/ ).

3. Tlocne HacTymieHus OEpeMEHHOCTH YPOBEHD (DeHMIIaJaHWHA B KPOBU JIOJDKEH OCTaBaTHCA B
npenenax 120-240 mxmonb/n (2-4 wmr/mm). o 12 Hexenb OepeMEHHOCTH KOHTPOJIb YPOBHS
(heHunanaHuHa JTOJDKEH TPOBOIUTHCS HE pexe ouH pa3 B Heaemo. [locne 12 venens — He pexe 1
pa3 B 2 Henmenu. Bpadu MeIUMKO-TEHETUYECKOW KOHCYJIbTAIMM COCTABUT ONTHMAJbHBIA pacyeT
CHeHaTN3UPOBAHHON JUETHI U JO3bI CHEIMATIM3UPOBAHHOTO IPOAYKTA JIEYEOHOTO MUTAHUS.

Tonbko coOMIOICHNE BHIICYKAa3aHHBIX JACHCTBUM, TOCTOSHHOE HAOJIO/IEHHE Bpada MEIUKO-

TeHEeTUYECKON KOHCYJIbTAllMW, IUIAHOBBIM KOHTPOJb YPOBHS (PEHMJIATaHWHA B KPOBU MO3BOJIUT
n30eKaTh Cepbe3HBIX OCIOKHEHUH pa3BuTHs Barmrero pedenka.

Yacrora npoBeieHUus 00cIe10BAHUA Yy NanueHTOB ¢ ['DA

IlepBuyHasi AMATHOCTHKA

Koncynpranuu Bpaueil, 1abopatopHble U HHCTPYMEHTAIbHbIE KommMmenTapuit
HCCIIeIOBaHUS, TECTUPOBAHUE U Tepamus
[ToBTOpHOE OMpenenenue coaepxanus A B nepudepruaecKoit HE no3aHee 3 HeAelb OT
KPOBU HOBOPOXJICHHBIM JIETSIM C MOBBIIIEHHBIM YpoBHEM DA 10 | IEPBUYHO MOJIOKUTEIBHOTO
pe3yibTaTaM NepBUYHOTO TeCTa pe3yabpTaTa
MoJiekynapHO-TeHEeTHYECKOe TECTUPOBAHUE IS YTOUHEHHUSI B [IEPBBIN TOJ MIOCTE
(dbopmbl 3a0071€BaHUSA MOCTAaHOBKU JUarHo3a

IIpoBenieH Harpy304HbIl TECT C CUHTETHYECKUM aHajorom BH4 (B
TedyeHue He MeHee 48-4acoB) MalMeHTaM CTapllie rojia ¢
Myrtauusamu B rese PAH, koTopelie acconuupoBassl ¢
4yBCTBUTEIBHOCTHIO K BH4

10 MIOKa3aHUusAM

HccnegoBanue O6IJ_ICFO aHaJIn3a KpoOBU I OICHKU OCHOBHBIX

B IIEpBBIE 6 MECSALIEB
IIapaMeTPOB KPOBETBOPEHUS

HccnegoBanue O6IJ_ICFO aHajin3a MOYH C IICJIbIO BBIABJICHUSA

" B IIEpBbIE 6 MECSIEB
arcMeTaboImyeckoit HedponaTuu

HccnenoBanne OMOXMMUYECKOTO aHAIM3a KPOBH
oO1ierepaneBTHUECKOTo (Coep KaHue IIII0K03bl, 0011ero 6enka, |B MepBble 6 MecsIIeB
0enKoBBIX (hpakiuii, oOmero OMIMpyorHa, XoJecTeprHa,
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TPUTIIMLEPUAOB, TUTOMPOTEHIOB HU3KOH M BEICOKOH IIIOTHOCTH,
menoyHoi pocdaTassl, KpeaTHHUHA, MOYEBUHBI,
anannHamuHotpanchepassl (AJIT), acnapratamunorpanchepasst
(ACT), xanpuus 00111€T0 ¥ HOHU3UPOBAHHOTO, HATPHS, KaJIus,
Heopranmdeckoro gocdopa, xkenesa, peppuTruHa) ¢ UEITBIO
OIIEHKHM OayaHca BaKHEHIINX HYTPUEHTOB MPH JTUETOTEPAIIHH,
OIICHKH KaJIBIIHEBO-(OCPOPHOro 0OMEHA, OLIEHKH COCTOSHUS
MOYEK ¥ ITCYCHH

HccnenoBanne 6MHOXUMUYECKOTO aHanu3a Mouu ((ocdarsr,
OKCaJlaThl, ypaTBI) C IICJIBIO OILICHKHU COCTOSAHUA ITOYCK, BBIABICHUA
arcMeTaboIndeckoi HehponaTHu, KaTbIInypHH

B MEpPBBIE 6 MECSIIEB

[IpoBenena TanneMHasi Macc-clieKTpomeTpus nauenTam ¢ QA c
LEJIBIO ONPENIECIEHUS] COOTHOILIEHHSI (DEHMIIaTaHNHA/ TUPO3HHA

B IIEPBBIN IO

HccnenoBanue coaepkaHusi NTEPUHOB B MOYE

HE Ho31Hee 3 HeAeIb OT
HepBHqHO IIOJIOKUTCIIHBHOT O
pe3yibTaTta

12-xanansHasg DKI 11g BEIABICHUSA JUCMETA00THYECKUX
HapyleHU B MUOKapie

B MEPBBIE 6 MECSILIEB

Oxokapauorpadus npu uzmeHeHusx Ha OKI

110 ITIOKa3aHUusAM

[Iposeaeno I3I" u D31'-MOHUTOPUHT MALIMEHTAM CO BCEMU
dhopmamu ['DA nipu HaTMYMKU HEBPOJIOTHYECKON CHUMIITOMATHKU

110 ITOKa3aHUusAM

VY3U opraHoB OpOIIHOM MOJIOCTH U TIOYEK JIJIs1 BBISIBIICHUS
nucMeTabomuecknx HedponaTuii, HepoOKaIbIIMHO3a, U3MEHEHHM
CO CTOPOHBI IEUYEHHU U MODKETYIOYHOM JKee3bl

B MEPBBIE 6 MECSLIEB

KOHCYJ’IBT&HI/IH Bpada-réHe€TrUKa repByuIHasd (HaSHa‘ICHI/Ie u
KOPpPEKIUA JUETOTECPAIINH, OCYIICCTBICHUEC KOHTPOJIA 3a
aJICKBATHOCTBIO €€ HpOBCI[CHI/IH)

He mmo3aHee 3 HeAelb OT
MIEPBUYHO TMOJIOKHUTEILHOTO
pe3ynbTaTa

Koncynbranus Bpada-aueTosiora Juis aHaJIu3a U KOPPEKIUH
TUETOTEepanuu (MIEPBUYHO)

He mmo3aHee 3 HeAelb OT
POXKICHHS

KOHCYJ’IBT&HI/IH Bpayda-nicayarpa JJisi OOCHKHU O6H.I€FO COCTOsIHUA
3A0POBbs U OIIPCACIICHUA TaAKTHUKH z[anLHeﬁmeﬁ TCpaltuu

B IICPBLIC 6 MCCALICB

KOHCYJ’IBT&HI/IH Bpada-KapJauoJora u KapJAuoJOIrn4€CKOcC
O6CJ'I€I[OBEIHI/IC, IJ1I1 CBOCBPEMECHHOI'O BBIABJICHUA W/HUIu
MOHUTOPHUHI'A KapAUOJIOTHICCKUX W3MEHEHHI

B IICPBLIC 6 MCCALICB

KOHCYJ'ILT&I_[I/IH Bpada-HEBPOJIOTa i CBOCBPEMCHHOI'O
BBISIBJICHUS U/UJIN MOHHUTOPHHTA HEBPOJIOTUYCCKUX U3MEHEHUH

B IICPBBIC 6 MCCAIICB

OcmoTp BpauoM-0(hTanbMOJIOrOM, BKIFOUYAIOIINI 00cie0BaHNe
TJ1a3HOTO JHA (0PTATEMOCKOTIUHN)

B IICPBBIC 6 MCCAIICB

KOHCYJ'ILTS.I_II/IH Bpada-licuxuarpa nmanueHTam € YCTaHOBJICHHBIM
JAUAarHo3om [®A AJI1 OONCHKHU IICUXUATPUICCKOT'O CTATyCa

10 IMOKa3aHUuAM

KOHchILTaLII/ISI MEIUITMHCKOI'0 IICUXO0JI0ra C OLEHKON MHTEIIEKTa
" Jpyrux BUJA0B MICUXUYECKOU ACATCIIbHOCTU, UCTIOJIB3Y

1O IMOKa3aHUuAM
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COOTBCTCTBYIOIIHEC IMPOTrpaMMBI U TCCThI

Hasnauenue neuenus

Kommenrapuii

Hasnauenue nuerorepanuu 1ocie yCTaHOBICHHA JUATHO3a,
9T00BI IpetoTBpaTuTh NoBpexkaeHue [THC

KaK MOXHO paHbllie (10 3-x
HEJICeITb KU3HHN)

Haznauenue cunrernyeckoro ananora BH4 nanuentam ¢ BHs-
nepunutHOU DA, ¢ DAl -nedpunntHOl DA, 4yBCTBUTEIHHOMN K
CHHTETHYECKOMY aHanory BH4 ¢ menpio mpenoTBpaTuTh TSHKEIBIX
HEBPOJIOTUYECKUX HAPYIICHUH.

IIOCJIE TI0JIOKUTEIIBHOTO
TECTUPOBAHUS
CUHTETUYECKUM aHAJIOIOM

BH4

Haznauenmne JOMMaMUHCPIUYCCKUX IPEraparos,
NpECAICCTBEHHUKOB CCPOTOHNHA

B KOMIUIEKCHOM JICUEHUN
namueaTos ¢ BH4-
nepunutaoit [OA

Ha3nauenue npenapaToB Kaublus U BUTaMuHa D 1 ero aHanoros

IIpU HAJIWYINU OCTCOIICHUHN

Haznauenmne npemapaToB TPEXBAJICHTHOT'O XKEJIC3a

HpI/I HaJINY1HN
xKene301eeIuTHON aHEMUH

Haznauenwne MPOTHUBOSMUICITUYCCKUX ITPEIIapaToOB

NPY HATWYHAN CYIOPOKHOTO
CUHApOMa

JInnamuueckoe HaO0aeHue aerei ¢ DA

Koncynpramnuu Bpaueii, 1abopaTopHbIe U Mnanme 12 ner
WHCTPpYMEHTAJIbHbIE HCCIIEI0BaHUS,

TECTHUPOBAHUE U TE€paIHs

12-18 ner

Amnanmu3 kpou Ha DA (yTpoM HATOIIIAK)
— 1 pa3 B Hememo (110

PE3YNIBTATOR) M J1ajiee
pa3 B 10 nHeit;

¢ 1 roga 1o 6 net — He

c7neru cTapuic — HE

B BO3pacTe 110 3-X MECSIEB

IMOJIY4CHUA CTaOMJIBLHBIX

pexe 1-2 paza B mecsl;

pexe 1 pa3za B 3 mecsiua

1
He pexe 1 paza B 3
Mecsia

AHnanu3 kpoBu nanueHTam ¢ ['OA ¢
MaKCUMaJbHBIM 3HaueHueM ypoBHs DA Ha
MPOTSHKEHUU JUIUTENBHOTO Tieproaa 360
MKMMOJIB/T (6 Mr/11)

He pexe 1 paza B MecHll

10 MIOKa3aHUusAM

HccnegoBanue O6IJ_ICFO aHaJIn3a KpOBU UIA
OLCHKU OCHOBHBLIX ITAPaMECTPOB
KPOBCTBOPCHUA

He pexe 1 pas3a B rox

HccnenoBanue o011ero aHaimu3a MO4YH ¢
LEJIbIO BBISBIIEHUS TUCMETAa00IMYeCKOM
HedponaTuu

He pexe | pa3a B roa

HccnenoBanue OMOXMMHYECKOTO aHaIu3a

He pexe | pas3a B rox
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KpPOBH 00IIeTEepareBTHIECKOTO
(conmep:kaHue TIIOKO3bI, 00I1Iero Oemnka,
OenKkoBbIX (hpakmmii, oOmiero ouapyouHa,
X0JIeCTeprHA, TPUTIIUIEPUIOB,
JIUTIOTIPOTEHUI0B HU3KOM U BBICOKOU
IUIOTHOCTH, IIeJI0UHON (pocdaTassl,
KpeaTHHUHA, MOYEBUHEI,
anannHamuHoTpancdepassl (AJIT),
acmapraramuaoTpancdepassl (ACT),
KaJIbIHs 0OIIETO0 U HOHU3UPOBAHHOTO,
HaTpusl, Kalius, Heopranuyeckoro ¢ocdopa,
xKenesa, GeppuTHHA) C LETBI0 OLIEHKH
OaraHca Ba)KHEHIINX HyTPUEHTOB IPH
JIMETOTEPAITHH, OI[CHKH KaJIbI[HEBO-
dhochopHOro 0OMEHa, OTIEHKU COCTOSTHUS
MOYeK U MEeYCHU

HccnenoBanne OMOXMMHUYECKOTO aHAIM3a
MouH (ocdatsl, OKcanaThl, ypartsl) ¢
LEJIBIO OLIEHKH COCTOSIHUS TOYEK, He pexe | pas3a B rof
BBISIBJICHUS TUCMETa00IMUECKON
Hedponatun

[IpoBeaena TannemHas Macc-
criekTpomeTpus namuentam ¢ '@ A ¢ 1enbro
OTIpeJIeNIeHUs] COOTHOIICHHUS
(heHunanaHMHA/TUPO3NHA

He pexe 1 pa3a B roj

Oxokapauorpadus Mpu U3MEHEHHUSIX Ha 10 TTOKa3aHUSIM
OKI
12-kananpHas DK 11 BeIABIEHUS He pexe 1 pa3a B roj
JTUCMETa00JIMYECKUX HAPYIIICHUH B
MHOKap/ie
MPT roJyioBHOro Mo3ra npu HaJlu4uu 10 TTOKa3aHUSIM
HEBPOJIOTHYECKON CUMIITOMATHKN
O0I" u D3I -MOHUTOPUHT NPU HATUYHUH IIpU CTaOMJIBHOM Te€YeHUH — 1 pa3 B To1, 1o
HEBPOJIOTHYECKON CUMIITOMATHKH [MOKa3aHUsAM — Yallle

Y3U opranoB OpIOIIHOM MOJOCTH U MOYEK
JUIS BBISIBIICHUS IUCMETa00IMYECKUX
HepomnaTuii, HehPOKaIBIIUHO3A,
W3MEHEHUI CO CTOPOHBI TIEUEHU U
MOKETYI0YHOM kKene3bl Ha poHe
BBICOKOOEITKOBOM JHETHI

He pexe 1 pa3a B rox

HccnenoBanne MUHEpaibHOM MIOTHOCTH
KOCTHOM TKaHU — JCHCUTOMETPUS JUIs IPOBOJUTCS JETSM CTapile
10 MOKa3aHMUsIM
JIMarHOCTHKH OCTEOTIOPO3a U €ro 5 1eT 1o noka3aHusIM
pO(UITAKTUKH
[IpoBenenue peHTreHorpaduu KUCTU pyK 0 MOKa3aHHUsIM
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JICTSAM, UMCIOIIIUM 3aJIePXKKY (PU3NIECKOTO
Pa3BUTHA U TTIOJIOBOI'O pa3sBUTHUSA IJIA
OTIPEICTICHUs] KOCTHOTO BO3pacTa
KabpIueBo-pochoproro ooMeHa

Koncynbranus Bpaya-reHeTHKa
(Ha3HAYEHUE U KOPPEKLUS AUETOTEPAIINH,
OCYLIECTBJIEHUE KOHTPOJIA 3a
a/IEKBaTHOCTBIO €€ ITPOBEICHMSI)

B Bo3pacTe 710 1 roga — He
pexe 1 paza B MecsLL;

¢ 1 roga — ue pexe 1 paza
B 3 Mmecsa

He pexe 1 pa3a B 3
Mmecana

KOHCYJ'IBTaIII/H[ Bpada-gueToJiora s
AHAJIM3a U KOPPCKOHUU JUCTOTCpAITNN

He pexe 1 pa3a B roa

KoHncynbTanus Bpava-nenuarpa 1is
OIICHKH OOILIEr0 COCTOSHUS 37J0POBbS U
ONpEAENICHUS TAKTUKHU JAIbHEHIIIEH
Tepanuu

1 pa3 B 6 MecsiieB

Koncynperamus Bpaya-kapauosora u
KapIMOJIOTHYECKOE 00CIeI0BaHUE, IS
CBOEBPEMEHHOTO BBISIBJIICHHS H/HIIH
MOHHUTOPHUHTA KapAUOJIOTUUECKUX
W3MEHEHU I

110 ITIOKa3aHUuAM

Koncynprarus Bpaga-HeBpoJiora s
CBOEBPEMEHHOTO BBISIBJIICHHS H/WIIH
MOHHUTOPHHTA HEBPOJIOTHIECKUX
H3MCHCHUH

He pexe 1 pa3a B roj

OcMoTp BpauoM-0TaIbMOJIOTOM,
BKITIOYAIOIIUI 00CiIeI0OBaHKE TIIa3HOTO JHA
(odTanbMOCKOTIHH )

He pexe 1 pa3a B 3 roga

KOHCYJ’IBT&HI/IH Bpada-raCTpoOoHTCpOJIOora

10 IMIOKa3aHUusAM

KOHCYJ’IBT&HI/IH Bpayda-ricuxvuarpa 11
OLCHKHU IICUXUATPUICCKOI'O CTaTyCa

10 IMIOKa3aHUusAM

Koncynpranus Bpaua-pusznoTepanesra s
Ha3HAYEHUS U MPOBEICHUS
(bu3MOTEPANeBTUYECKUX MTPOLIETYP

10 IMIOKa3aHUusIM

KOHCYJ’ILT&HI/IH MCIHUIMHCKOT'O IICUXO0JIoTa
UL OCHKU U KOPPECKIUU
TICUXOJIOTHYCCKOI'0O COCTOAHHA U OKa3aHUsA
MICHUXOJIOTMYECKOM ITOMOIITH

O0s13aTenbHO TIPH OTKa3e
OT JUCTOTEPAITHH,
ynoTpeOaeHUs
MPOYKTOB
CHEIUAIN3UPOBAHHOTO
MIUTAHMA, a TAKKE
BBICOKOTO PHCKa MOTEPH
MeTa00JINYeCKOro
KOHTPOJIS U TIOJTHOM
yTpaThl MEUIITHCKOTO
HaOJIIOAECHUS

ITo HEOOX0AUMOCTH
OKa3bIBAETCSI
MICUXOJIOTHYECKast
MOMOIIIb TI0 BOTIPOCaM
KOMMYHHKAIIMH B CEMbE
1 0OIIIECTBE,
npodeccrnoHanbHO I
OpHUEHTAINH; JUTs
MAIMEHTOB KEHCKOTO
0J1a TOTIOJTHUTEIILHO TI0
BOTIPOCAM, CBSI3aHHBIM C
O0epeMEHHOCTHIO
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Hasnauenue seuenus KommenTapuit
Juerorepanus (C eNbi0 TPOPHIAKTHKI I0’KM3HEHHO
nospexaeHuit HHC u ynyumenus
COLIMAJILHOW aJjanTalymn)

[Ipuem cunrernueckoro ananora BH4 [IOXKU3HEHHO

narueaTam ¢ BH4-nedummraoit TOA, ¢
OAT-nepunutHOl DA, 9yBCTBUTEIHHOM
K cuHTeTH4YeckoMy aHaiory BH4 ¢ nenbro
MPEAOTBPATUTD TSHKEITBIX HEBPOJIOTHIECKUX
HapyleHnn

Haznauenue nonamMrMHepruyecKux
MIpenapaToB, MPeIeCTBEHHUKOB
CEPOTOHHHA C LEJIbI0 KOPPEKLINN
AKCTPANUPaAMHUJAHOTO CUHAPOMA

110 ITIOKa3aHUusAM

Ha3nauenue npenapaTtoB KaJbLus U
BUTamMuHa D 1 ero aHajnoros

IIpU HAJIWYNHU OCTCOIICHUHN

Haznauenue npenapatoB TpexBaJIEeHTHOTO
xKeresa

MIPU HATMYUH KeJNe301ePUITUTHON aHEMUH

Haznauenue MPOTHUBOSMUIICITUYCCKUX
pernaparon

P HAJIMYUU CYIOPOKHOTO CHHIIPOMA

KoHcynbranus 1eBoYeK moapOCTKOBOTO
BO3pacTa 1o BOMPOCY TUNIAHUPOBAHHS CEMBH
C IETIbIO MPEAYIPEKICHUS POKICHHSI
pebenka c¢ "marepurckoi OKY"

- 110 ITOKa3aHUusAM

KoHcynbTatus kxeHIuH 10 BOIPOCY
[UTAHUPOBAHUS CEMbH C LENbIO
MIpeyNpexACHUS POKICHUS peOeHKa C
"matepuHckoit DKY"

NPU TUTAHUPOBAHHU
OEpeMEHHOCTH

KoHcynpranus nap, miaHupyrommx
OEpEeMEHHOCTb, IPU YCIOBUH, YTO OyTyIIHE
POIIUTEIH SIBIISFOTCS. HOCUTEIISIMU
MaTOTCHHBIX BAPUAHTOB

- 10 MIOKa3aHUusAM

JAnnamMmunuyeckoe HAOJII0IeHHEe B3POCJAbIX NAaNUeHTOB ¢ 'DA

KoHcynbranuu Bpauei, 1abopaTopHbIe U
MHCTPYMEHTAJIbHBIE UCCIIEI0BAHUS,
TECTUPOBAHUE U TEpaNUs

18 net u crapuie

MY>XYUHBI U bepemennsie ¢ DAI-
HeOepeMeHHbIe nepuuutHOM DA
JKEHIIUHBI

Amnanu3z kpou Ha DA (yrpoM HaTOIIAK)

He pexe 1 paz B 7 aueii B |

TpUMECTpE
1 pa3 B 3 mecaua
He pexe 1 pa3 B 2 Heaenu BO

2-3 TpuMecTpe
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Amnanus kpoBu nauuentam c ['OA ¢
MaKCUMaJIbHBIM 3HaueHueM ypoBHS DA Ha
IIPOTSHKEHUH JUIMTENBHOTO reproaa 360
MKMOJIB/JT (6 MT/m11)

110 IIOKa3aHUuAM

HccnenoBanue o0Imero aHaanu3a KpOBU IS
OILIEHKH OCHOBHBIX TTApaMETPOB
KPOBETBOPEHUS

He pexe 1 pa3a B roa

HccnenoBanue o0Iero aHaan3a MO4YH ¢
IEJTBIO BBISIBIICHUS TUCMETA00TMYECKOI
Hedponatun

He pexe 1 pa3a B roa

HccnenoBanne OMOXMMUYECKOTO aHAJIH3a
KPOBH 00IIIeTEpareBTUIECKOTO (CoJepKanne
TJIIOKO3EI, 00IIIero OeKa, OEIKOBBIX
(dbpakuuii, oomero ounupyonHa,
XOJIeCTepUHA, TPUTIIUIIEPUIOB,
JIUIIONPOTENIOB HU3KOM U BBICOKOM
IJIOTHOCTH, IIeNI0YHOM (ocdaTasbl,
KpeaTHHUHA, MOYEBUHEI,
anannHaMmuHoTpaHcgepassl (AJIT),
acnapratamuHoTpancdepassl (ACT),
KaJpIus 0OIIero 1 HOHU3UPOBAHHOTO,
HaTpus, Kalus, Heopranudeckoro docdopa,
xKenesa, GeppuTHHA) C LETBI0 OLICHKH
OanaHca Ba)XHEUIIUX HYTPUEHTOB MPU
JMETOTepanuu, OLIEHKH KaJlbLIHEBO-
(dhochopHOro 0OOMEHA, OTICHKU COCTOSTHHS
MOYEK U MEeYCHH

He pexe | pasa B rox

HccnenoBanue OMOXUMUYECKOTO aHAIH3a
MouH (pocdaTsl, OKcazaThl, ypaThl) C MEJIbIO
OIICHKU COCTOSIHUS TI0YCK, BBISIBIICHHSI
JTUCMeTab0JIMuecKoi HepomnaTuu,
KaJIbIIHYPUHU

He pexe 1 pa3a B roj

[IpoBeneHa TanaeMHass Macc-CIIEKTPOMETPHS
nanueHTam ¢ '@ A ¢ 1enpro onpeaeieHus
COOTHOIIICHUS (heHUJIATaHNHA/THPO3UHA

He pexe 1 paza B roa

HpOBeI[eHO HCCIICA0OBAHUC YPOBHS I''TFOKO3bI
U INIMKUPOBAHHOI'O reMoryioOuHa B KpOBH

NPU HACTYILJICHUU
OEpEeMEHHOCTH

HccnenoBanue ypoBHsI TOMOIIMCTEHHA B
KPOBH C IICJTBIO OIICHKH PHCKA Pa3BUTHS
CEepACYHO-COCYUCTHIX 3a00JICBaHUI

110 ITOKa3aHUAM

Oxokapauorpadus npu usmeHenusx Ha OKI

110 ITOKa3aHUAM

12-xanansHas DKI 11 BeIsIBICHUS
TMCMETa00IMYECKUX HAPYIICHUI B MUOKap/ie

He pexe | pa3a B roa

MPT royioBHOro Mo3ra Ipy HaJIn4Yuu
HEBPOJIOTUYECKON CUMIITOMATUKU

110 ITIOKa3aHUAM
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99T u 32T -MOHUTOPUHT IIPU HATUYUU
HEBPOJIOTMYECKOW CUMIITOMATUKHU

110 IIOKa3aHUuAM

Y3U opranoB OpIONTHON MOJOCTH U TIOYECK
JUTSL BBISIBIICHHSI TUCMETA00INIECKUX
Hedpomnaruii, HeppoKaTbIIMHO3a, N3MEHESHUI
CO CTOPOHBI TICUCHU U TTOJHKEITYTOYHOM
KeJe3bl Ha (POHE BHICOKOOEITKOBOW AUETHI

He pexe 1 pa3a B roa

HccnenoBanue MUHEpanbHON TUIOTHOCTU
KOCTHOM TKaHU — IEHCUTOMETPHS ISt
JMAarHOCTHKHU OCTEOIIOP03a U €ro
MPOPUIAKTUKU

110 ITIOKa3aHUuAM

[IpoBenenue peHTreHorpaduu KUCTU pyK
JETSIM, UIMEIOLIIUM 3aJIePKKY PU3NYECKOTO
Pa3BUTHSI U TIOJIOBOTO Pa3BUTHUSA AJIs
oTmpe/ieNieHusl KOCTHOTO BO3pacTa u
KaJbIreBO-pochopHOTO 0OMEHA

110 ITIOKa3aHUuAM

IIpoBeneHO TONIOJIHUTENBHOE SKCIIEPTHOE
YIBTPa3BYKOBOE UCCIIEIOBAHHE II0/1a
xeHmuHaM ¢ '@ A npu 6epeMeHHOCTH C

Ha cpoke 15-16 u 25-26 Henenb

. OEepeMEeHHOCTH
LEJIBIO UCKITFOYCHUA BPOXKACHHBIX aHOMAaJIUU
pa3BUTHS 101
KoncynbTanus Bpaua-reneTuka (Ha3HaueHUE
Y KOPPEKIUs TUETOTEepaNu, ocyniecTBieHue | 1 pa3 B 3 mecsua He pexe 1 pa3a B mecsI]

KOHTPOJIS 32 a/IeKBaTHOCTBIO €€ MPOBEICHNS)

Koncynpramus Bpada-auerosora st aHaJIn3a

He pexe 1 pa3a B
0 MOKa3aHUsIM

" KOPPCKIHKU JUETOTEpAIINU roa
KOHCYJ’IBT&HI/IH Bpada-TeparcBTa AJIs1 OUCHKH
O6H.I€l"0 COCTOSIHUA 300POBbA U OIIPEACTICHUA 1 pa3 B 6 MECAILICB 10 MIOKa3aHUusAM

TAKTUKHU JaJdbHEUIIIeH Tepanuu

Koncynpramnus Bpaya-kapauosora u
KapIMOJIOTHYECKOE 00CIeTI0BaHUE, [T
CBOEBPEMEHHOTO BBISIBJIICHHS H/HIIH
MOHHUTOPHHTA KapIUOJIOTHIECKUX
H3MCHEHHUH:

10 IMIOKa3aHUusIM

Oxokapauorpadus npu usmeHeHusx na OKI

10 IMIOKa3aHUusAIM

12-xanansHas DKI' 11 BeIsIBICHUS
TUCMETAa00JIMYECKUX HAPYIICHUI B MUOKap/ie

He pexe 1 pas3a B rox

KOHCYJ’ILT&HI/IH Bpada-HEBPOJIoTa I
CBOCBPEMCHHOT'O BBISIBIICHUA n/unu
MOHHUTOPHUHTA HEBPOJIOTHUYCCKUX W3MEHEHUN

110 IIOKa3aHUAM

OcmoTp BpauoM-0(hTanbMOIOTOM,
BKJTFOUAIONTUI 00CiIeJOBaHUE ITa3HOTO THA
(0TanbMOCKOMHNN) C IETBIO BHISBICHUS
TJIa3HOW TATOJIOTHH U HEBPOJIOTHYECKOTO

He pexe 1 pa3a B 3 roga
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craryca

KoHncynbramus Bpada-racTposHTeposIora

110 IIOKa3aHUuAM

KOHchII)TaIII/Iﬂ Bpada-rnicuxuarpa 4Js1 OUCHKU
MCUXUATPHUICCKOI'0O CTaTyCa

110 ITIOKa3aHUusAM

Koncynpranms Bpada-¢pu3noreparneBTa JUis
Ha3HAYEHUS U NIPOBEICHUS
¢bu3noTEpaneBTUIECKUX MPOLEITYD

0 TIOKa3aHMusM (3200JI€BaHUSI CyCTaBOB, PaxuT,
HapylIeHus KalbIneBO-(HochOpHOro 0OMeHa)

KOHCYJIBT&III/I?[ MCIHUIMHCKOI'O IICUXO0JIOTa
I OCHKU U KOPPEKIHUU IMTCUXOJIOTHUICCKOTO
COCTOSIHUS 1 OKa3aHUS IICUXOJOTMUeCKOM
IIOMOIITHN

TTo HE0OXOIMMOCTH OKA3BIBAETCS
MICUXOJIOTHYECKast TOMOIIH TI0 BOIIPOCaM
KOMMYHUKAIIMU B CEMbE U 00IIECTBE,

poeCCHOHAIBHONW OPUEHTAIINH; JIJIs1 TTAIIUEHTOB
’KEHCKOT'0 T10J1a JIOTIOJIHUTENIBHO 10 BOIPOCaM,

CBSA3aHHBIM C OEPEMEHHOCTHIO

MPT rosnoBHOro M03ra npu HAUIMYUU
HEBPOJIOTUYECKON CUMIITOMATUKN

110 ITIOKa3aHUuAM

OOI'-MOHHUTOPHHT MTPH HATMYHH
HEBPOJIOTUYECKON CUMIITOMATUKN

110 IIOKa3aHUusAM

VY3U opraHoB OpONIHOMN MOJIOCTH U TIOYEK
IUTSL BBISIBIICHHSI TUCMETA00INIECKUX
HepomnaTuii, HePOKAIBIIUHO3A, U3MEHEHHI
CO CTOPOHBI TICUCHH U TIOJPKEITYIOYHOM
ene3bl Ha (JOHE BBICOKOOCTKOBOM JTUETHI

1 pa3z B rog

HccnenoBanvne MUHEpaIbHOW MIIOTHOCTH
KOCTHOW TKaHH — JCHCUTOMETPHUS ISt
JTUArHOCTHKHU OCTEOIIOPO3a M €T
poUIAKTUKA

110 ITIOKa3aHUusAM

[IpoBenenue peHTreHOrpaduu KUCTH PyK
JETSM, UIMCIOLIIM 3aJIEPKKY (PU3NIECKOTO
Pa3BUTHS U TIOJIOBOTO Pa3BUTHS IS
OTIpeIeNIeHUs] KOCTHOTO BO3pacTa U
KaJIbIIEeBO-(PochopHOTO 0OMEHa

10 IMIOKa3aHUusAM

KoHcynbTatus keHIUH 10 BOIPOCY
IUTAHUPOBAHUS CEMbBH C LENbIO
MIpEeyNpEeXKACHUS POKICHUS peOeHKa C
"marepunckoit ®KVY"

TUTAHUPOBAHHUU
OCpEeMEHHOCTH

npu -

KoHcynpranus nap, miaHupyonmx
0epeMEeHHOCTb, NPH YCIOBUU YTO OyIyIIne
POJUTENH SABJISIOTCS HOCUTEISIMU MYyTalluu

110 ITIOKa3aHUuAM -

Ha3znauenue neuenus KommenTapuii
Juerorepanus MOKU3HEHHO
Ha3nauenue cunrernueckoro ananora BH4 MOKU3HEHHO

narueHTam ¢ BH4-nedunmtnoit TOA, ¢
OAT-nedpunutHort DA, 4yBCTBUTETBHOM K
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cuHTeTnyeckoMy anaiory BHs ¢ nensro
NpeaAOTBPATUTD TAKCIIBIC HEBPOJIOTHYCCKUC
HapyILICHUs.

Haznauenue nornaMuHepruyecKux
IIpenapaToB, MPEALUIECTBEHHUKOB CEPOTOHMHA
C LIEJIbI0 KOPPEKLUU SKCTPANUPAMUIHOTO
CHUHJIpOMa

110 ITIOKa3aHUusAM

Ha3nauenue npenapaTtoB KaJbLus U

HpI/I HaJIU4YUHU OCTCOIICHUU
Butamuua D 1 ero aHajoros

Ha3nauenue npenapaTtoB TPEXBaJIEHTHOTO MIPU HATMYUH KeJTe30TUPEITUTHON aHEMUH
xKeresa

Haznauenmne MPOTHUBOSMUICITUYCCKUX

IPU HAJIMYUU CYJOPOKHOTO CHHIpOMa
npenapaToB P YHOP P

ITpunoxenune I'

ITpunoxenne I'1

Knunnuyeckas knaccupuxkanus ['@A B 3aBUCHUMOCTH OT YPoBHA DA B KPOBH /10
JICYeHUS

HazBanue Ha pycckoMm sizbike: Knnanueckas kimaccuuxarus '@ A B 3aBUCUMOCTH OT YPOBHS
@A B KpOBH JI0 JICUCHUS
OpuruHanbHOE Ha3BaHUE:

Hcrounuk: Blau N., Burton B.K., Thény B, et al Phenylketonuria and BH4

Deficiencies//1st edition-Bremen: UNI-MED. 2010. 94P

Tun: mkana oueHku
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Hogeie, nznannsie B 2020-2022 rr. 1 opunuanbHo yrBepkaEHHbIe MuH3apaBoM PO,
KJIMHUYECKHE PEKOMEHIAalUHU (PyKOBOJICTBA, IIPOTOKOJIbI JIEUEHUS) — HA HALLIEM CaiTe.
HNHuTtepHer-cepuIKa:
http://disuria.ru/load/zakonodatelstvo/klinicheskie_rekomendacii_protokoly_lechenija/54.

Ecnu rae-To keM-To 1aHHBIM JOKYMEHT ObLI paHee pacreuaTaH, JaHHoe n3oopaxenne QR-koma
IIOMOXXET BaM 6BICTpO HepeﬁTH I10 CCBIJIIKE C 6YMa>KHOﬁ KONNH — B HEM HaXo0JUTCsA 5Ta CChIJIKA.
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