K/IMHIYeCKHE PEKOMEH AN
MHoOKeCTBEHHAsl HEJIOCTATOYHOCTh KapOOKCcHIIa3
(HEIOCTaTOYHOCTh OMOTUHHUA3bI Y CHHTETA3hI
roJIOKapOOKCHUIa3)

Konunposanue 1o MexyHapoaHoi
CTaTUCTUYECKOU Kinaccudukanmu 601e3Heil u

po0JieM, CBSI3aHHBIX CO 310poBbeM: E53.8

Bo3spactHas rpynmna:  JleTu u B3pocibie

\9
I'on yrBepxnenus: 202_

Pa3paboTunk KIMHUYECKON pEKOMEHIAlNN:

® ACCOI_II/IaI_[I/IH MCIUIMHCKNX T'CHCTUKOB

e Coro3 nenuatpoB Poccun



OriaasJjieHue

CITECOK COKPAIIICHHI. ... vveeeeurrreesssueteeesauseeeeaasseeessnssseeesssssseessssseeesssssseessssssseesssnssseesssnsseessssnsseeesns 4
TEPMUHBI H OTIPEIICIICHIS. ... .eevveeuveneeenseeseesseenseessesssenseassesseassesssesseensesssesseessesssesseensesssessesnsesssessesssens 4
1. Kparkas ungopmanus no 3a60JIeBaHUI0 I COCTOSHUIO (IpyTire 3a00IeBaHui WiIH
COCTOSTHIII ). uvveeeuvreeeueeeessseeeseseeessseeessseessseesssseessseesssssesssssesssseesssseesssesanssseansssesssssesnssesssssesssseeessees 4
1.1 Onpenenenue 3a00aeBaHUs WIN COCTOSHUS (TPYMITbI 3a00J€BaHUN MIIM COCTOSTHUM)............. 4
1.2 Dtuonorus u maTorenes 3a00JIeBaHUs WM COCTOSTHUS (TPYIIIBI 3a00JI€BaHUM UITH
COCTOSTHIII ). .vveeeutteeeireeeseseeeeeseeessseeeasseeeesseeasseessseesssseesssaeeasssseassssenssesanssseansssesnsseeassseessssesssseeenssees 5
1.3 Dnunemuonorus 3a0071€BaHUs UM COCTOSIHUS (TPYIIBI 3200JIEBaHUHN WIIM COCTOSIHUK). ....... 8

1.4 OcobeHHOCTH KOIMPOBaHUS 3a00JIeBaHUS WIIM COCTOSHUS (TPYIIIIbI 3a00I€BaHUN WITH
COCTOSIHUI) 10 MeXTyHapOAHOM CTaTUCTHUECKOM Kiaccudukanuu 0one3Hei u mpobiem,

CBSIZAHHBIX CO BIIOPOBBEM.....cceerurrieeesurreeeanureeeeanseeeesassseesesssseesssssseeesasssseessssnseeesssnsseeessssseessnnnsees 8
1.5 Knaccuduxanus 3ab6oneBaHus MU COCTOSIHUS (TPYTIBI 3200JI€BaHUN HIIM COCTOSTHUH)......... 8
1.6 Knunnueckas KapTHHA 3a00JI€BaHUS WIIM COCTOSIHUS (TPyTITbI 3a00JI€BaHUNA MIIM COCTOSIHUI)
......................................................................................................................................................... 9
2. lnarnoctuka 3a00JIeBaHUsI UM COCTOSIHUS (TPYMITBI 3a00I€BaHUI U COCTOSTHUIA),
MEMIIMHCKHE ITOKA3aHUS U IPOTUBOIOKA3aHMS K IIPUMEHEHUIO METOJIOB TUATHOCTHKHM. ........... 11
2.1 JKATTOOBI Fl AHAMHES......ccccuvvieeireeeeirieeeieeeseteeesstseeessseeessseessssaeessseeesssseesssesasssesesssssesssseesssseesns 12
2.2 OUBUKATHHOE OOCTEIIOBAHIEC. ... .ceuveeuteenreeneenteeteenteenteestesstesseesseeseansesssesseesseenseensesnsesseenseesseens 13
2.3 JlabopaTOopHbIE TUATHOCTHICCKUE UCCTHETOBAHIS. ...ceeenevveeeenereeeeerreesasreeeansseeessnseeesnsseeeensnees 13
2.4 lncTpyMeHTaIbHbIE AUATHOCTUYECKUE UCCIEHOBAHMS. .. eenvveenereanereeereeeeeenseeeneeeenseeenseesnnas 17
2.5 VIHble AUarHOCTUYECKUE MCCIEHMOBAHMM. «..cuvveureenrreanieenirenuteenteeesteenseesateenseesaseenseesaneenseessneennee 18
2.5.1 KoHCynbTalluy ¥ HAOTIOJCHUE CTICITAATMCTOB. . eevvveeruvreernrreeasreeessreeensseeensneessseesnseenns 18
2.5.2 IupdepeHINATHHAST TAATHOCTHKA. ......veeuteeenreensreenneenseessseenseesnseenseesnseesseesnsessseessessseens 20
3. Jleuenue, BKIIFOYAs MEIMKAMEHTO3HYIO U HEMEIUKAMEHTO3HYIO TEpaIlii, TUETOTEPAIIHIO,
00e3001MBaHNe, MEIULIMHCKHE MTOKA3aHUs U MPOTUBONOKA3aHUs K IPUMEHEHHIO METOJIOB
TIEUEHHS. .eevveentteenteeeateeeate e et e et e e at e e eateesae e ettt eat e e e at e e e ae e e st e eab e e sateenbe e ettt e abeeeabeesbeeebeesabeesabeenuneeneeens 20
3.1 ITaTOTEHETHUECKOE JIEHEHHE. ......eeeruveeeuieeeiteeeniteeeniteeeeteeesteeebeeesabteesabaeesanaeesaseeesaneeenaseesnneeens 20
3.1.1 JIeyeHue nanyueHTOB B MEPHUOJ METAOOIUYECKOTO KPHBA..cuvverureenreanreaeresnreenseeaseaenes 21
3.2 CUMITOMATHUYECKOE JIEUCHHUE. ... .eeeuereureenereenteentreeuteenuteeteesseeeseessseeaseesaseeseesseesnseesaseeseenane 22
RIRID: Q71007 007 & (S0 VT (e ()5 1 (PSR PPRR 22

4. MGI[I/IHI/IHCKEISI pea6I/IJ'II/ITaI_[I/IH H CAHATOPHO-KYPOPTHOC JICYHCHUEC, MCAUITNHCKUC ITOKA3aHUS U
MMPOTHUBOIIOKA3aHUA K IPUMCHCHHUIO MECTOI0B MGILHHHHCKOﬁ pea6MnHTaum/1, B TOM YHCJIC

OCHOBaHHBIX Ha MCTIOJIb30BAHUH MPUPOIHBIX JTCUCOHBIX PAKTOPOB. ....uveeereenrierereairereeeieeaneeenens 22
5. llpodunakTuka u AUCTIaHCEPHOE HAOIIOACHHUE, MEAUIIMHCKIE TOKA3aHUS U

MPOTUBOMNOKA3aHUS K IPUMEHEHUIO METOJIOB MPOQPHIAKTHKH . ... .eeneeeenreerereateesereeneeeseeenseesseeenees 22
5.1 TIPOMUITAKTHKA. ... .veeueveeuiieeitieeiieeieeetteeteeeeteestteeteessseessseeseeeseesnseesnseesseenseesnseessseenssesnseesseens 23
5.2 JINCTIAHCEPHOE HAOITEOMECHIE. ... .vveeeerreeenrreeanereeenureeesseeessseessseeansseesssseessssseesnssesensessssssessnsnes 24
6. Opranu3anyst METULMHCKOM TIOMOIIIF. .....uuvvvreeeeesnnrrreessesnseeeessssssseeessssnsssesssssssssseesssssssneesesnnes 26

7. dononuutenbHas nHpopMalus (B TOM yrcie GaKkTophl, BIUSIONINE HAa UCXO 3a00JIeBaHUS
FITTFL COCTOSTHUIS ). . vveenevveeensseeeneseesansseessseeensseessssesessssesssssssenssssssssssesnsssessssessssseessnsssssnssessnsseesnssseennes 27



Kputepnn oLleHKM KaueCTBa MEAUIIMHCKOM TIOMOIIIH . c....c.uvveereennreennreeneenereenueeeneesneesineenneesneenns 27

(0307 (670901 17 1<) 0 -1 )4 o) FO TP 28
[Tpunoxenue Al. CoctaB pabodeii rpynmsl 1o pa3paboOTKe U MEPECMOTPY KIMHUIECKUX

PEKOMEHIALIMM. ....ceeuvteeiiieesiiieeeiteeeseteeesuteeeateesasteesasteessseeeansaeenssaeennsaeennseessseessseesnsseesnsseesnseeesnseens 35
[Tpunoxxenne A2. Metononorust pa3padOTKH KIMHUYECKUX PEKOMEHIIAIMUM . ...c..eeeuveeerennieenneennn. 38

[Tpunoxxenne A3. CripaBouHbIE MaTE€pHUAIIbl, BKIIOYAsi COOTBETCTBUE IMOKA3aHUN K IPUMEHEHHIO
¥ IPOTUBOIIOKA3aHU, CIOCOOOB MPUMEHEHHS U 103 JIEKAPCTBEHHBIX MPETapaToB, HHCTPYKIHH

M0 IPUMEHEHUIO JIEKAPCTBEHHOTO TIPETIAPATA. +...veeneveanreeureanseenseeeseesueeanseesseeanseesseeanseesseesseesneeenne 40
[Ipunoxxenue b. AITOPUTMBI AEUCTBUM BPAUA. ... ..veeeureerireerireeniieennieesaeeenreeesnreessnseesnsseesnseeesns 41
[Tpunoxenre B. MTHPOPMALIHS JITIS TTAITHCHTA. .....eeeruvveeererreeeireeesnteeenseeesnsreesssseeesssseeesssseesssssees 44
[Tpunoxenue I'1-I'N. [IIkayibl o1ieHKH, BOMPOCHUKHU U APYTHUE OLIEHOYHBIE HHCTPYMEHTHI

COCTOSIHUS MAllMEHTA, IPUBEICHHBIEC B KIMHUUECKUX PEKOMEHIAIIMX c..vvvenvveenereenneeenreeenreeneeeenens 47
[Tpunoxenue I'l. OrieHKa MOTOPHOTO Pa3BUTHS MIIAACHIIEB IO MKAIE AJTBOCPTA.....cuvveenerennne. 47



Cnucok coxkpameHuni

C50H — 3-rupoKcun30BaNEPUIKAPHUTHH;

AKK — anerunt KoA kapOokcunasa;

MKK — B-metunkporonun KoA kapbokcumnasa;

MHK — MHoOkecTBeHHasi HEIOCTaTOYHOCTh KapOOKCcuIIas;
Hb — HenoctaTo4HOCTh OMOTHHUA3HL;

HCI' — HenocTaTo4uHOCTh CHHTETA3bI TOJI0KapOOKHCIIas;
[1IK — nupyBaTkapbokcuiasza;

ITKK — nponmmonnn KoA kapOokcumasa;

TMC — tanzneMHasi Macc-CIEKTPOMETPHUSI.

Tele/leI H onmpeacjJcHus

Mera0oanuecknii KpU3 — KPUTHUYECKOE, YrpoXKalollee JKU3HU COCTOSHUE,
CIPOBOLMPOBAaHHOE HEOIArONPUATHBIMU (PaKTOpaMH, 00YCIIaBIMBAIOIIUMH YCUIICHHE POLIECCOB
KJIETOYHOT'0 KaTabojM3Ma ¢ HAaKOIJICHMEM TOKCHYHBIX MPOU3BOAHBIX U MPOSBIAIOLIEECS OCTPO
BO3HHKIIIEH HIE(AIONaTUEH, TPUCTYTIaMHU PBOTHI, CYIOPOTaMH.

HeonaTa/bHBIH CKPUHUHT — MPOBEJICHUE MAaCCOBOI0 00CIIe10BaHUSI HOBOPOKACHHBIX
nerell Ha HauboJiee PacpOCTPaHEHHbIE BPOXKJICHHbBIE U HACJIEICTBEHHbIE 3a00I€BaHUS B LIENAX

NpeaOTBpAICHUA PA3BUTHUA TAKCIIBIX (l)OpM 3a00JIeBaHUM A0 pa3BUTHUA KIIMHUYCCKUX CUMIITOMOB.

1. Kparkass nHpopmanusi mo 3a00/1¢BAHUI0O WJIH COCTOAHMIO (Tpymme

3a00J1eBAHUIT UJIM COCTOSTHUIA)

1.1 Onpeneaenne 3a00J1eBaHU WM COCTOSTHUS (IPYIIBI 3200J1€eBAHMIT HJIH COCTOSTHU)

MHoxecTBeHHasi HejocTaTouyHOocTh  kapOokcumaz (MHK) oOycrnoBnena nByms
HACJICJICTBEHHBIMUA HApYIICHUSAMH MeTabonn3mMa OHOTHHA: HEIOCTATOYHOCTHIO OWOTHHHIA3HI
(Hb) u mepocrarounocthio cuHTeTasbl ronokapOokcuinas (HCT). CHmkeHne akTUBHOCTH ITHX
(dhepMEeHTOB IPUBOANT K ACHHUIIUTY YEThIpEX OMOTHH3aBUCUMBIX KapOokcuias. Oba 3a00eBaHus
CXO0XH KIMHUYECKU U OnoxuMudecku. OCHOBHBIM METOJIOM JICUCHHSI SBIIICTCS IpUeM OMOTHHA B
BBICOKHX JN03aX. [Ipu cBOeBpeMEHHOM Ha3HAYCHHH TEepParuu OMOTHHOM IPOTHO3 TpH 000MX
3a0osieBaHUAX OyaronpusTHeIH. OJHAKO OTCPOYCHHOE HAdajao TEparil MOXET TPUBECTH K

H606paTI/IMBIM HCBPOJJIOTHYCCKUM ITOBPCIKICHUAM.



Henocratounocts Ouotuaunazsl (Hb) (OMIM 253260) — ayTocOMHO-pEIiecCCHBHOE
3a0osieBaHne, 0OYCIOBICHHOE MyTalusiMu B TeHe BTD, xoaupyromeM GepMeHT OMOTHHUAA3Y.
Juchyskius ¢epmeHTa NPUBOIUT K HApYLICHMIO OTILEIUIEHMS OHOTMHA OT Oelka M, Kak
CJIC/ICTBUE, HAPYIICHHUIO pabOThI BCEX OMOTUH3aBUCUMBIX KapOokcuiias. ['en BTD kapTupoBaH Ha
KOPOTKOM 1iede 3 XpoMocoMslI (3p25).

Henocratounocts cunrerassl rojgokapbokcmias (HCI') (OMIM 253270) — ayTocoMHO-
peueccuBHOe 3a00sieBaHKe, 00yClIOBIeHHOE MyTalusMu B rene HLCS, xoaupyromeM hepMeHT
CHUHTETa3y TOJIOKapOOKCHIA3, YTO MPHUBOJUT K HapYUICHUIO CBS3bIBaHUS OHOTHHA C
OMOTHMH3aBUCUMBIMH KapOokcuiaazaMu. 3a00lieBaHUE CXOXe MO CBOMM mposiBieHusMm ¢ Hb, Ho
XapakTepusyercs Oojiee paHHHM HayalloM M TsDKENbIM Te4eHueM. ['eH ¢depMeHTa CHHTEeTa3bl

rosiokapookcunaz, HLCS, kapTupoBaH Ha JJIMHHOM Tuiede 21 xpomocomsr (21q22).

1.2 DTHOJIOTHS W NATOreHe3 3a00J1eBAHHS HWJIH COCTOSTHHUS (TPynmbl 3a00J1€eBAHMH WJIH

COCTOSIHMA)

buotun (Butamun H mmam B7) — 310 BomopacTBOpUMBII BUTAMUH, IPUHAUIEKAIINNA K
KoMIuiekcy B. BuoTun nocrynaer B opraHu3M alMMEHTapHBIM IIyTEM U3 palllioHa 1, BO3MOKHO, B
pe3yjbTaTe CHHTETHMYECKOW AaKTHUBHOCTH KeNyJIOYHO-KUIIEYHOH MHKpodopsl. Monekyna
OMOTHHA COCTOHUT M3 T€TEPOLMKINYECKOT0 KOJIblIa ¢ MPUKPEIUICHHBIX K HEMY C alnu(aTHIecKoi
CTOPOHBI KapOOKCUJIBHBIX TpyMI. BUOTHH ciy’)kMT KOo(epMEeHTOM JyIsl YeThlpex KapOOoKcuias:
nupyBaTkapOokcunaza (I1K), mpommonun KoA kap6okcunaza (ITKK), B-metmnkporonun KoA
kapookcunaza (MKK) u amerun KoA xapOokcunaza (AKK). Otu depmeHTHl ydacTBYIOT B
BOXHEHMIINX PEAKIUAX NPOMEXYTOUYHOro MeTaboin3Ma KIETKH M UIpaloT BaKHYHO POJb B
TJIFOKOHEOTeHE3e, CUHTE3€ JKUPHBIX KHUCJIOT W Karabomm3me amuHokucior [1]. Tak, IIK
KaTajqu3upyeT KapOOKCHIMpOBaHHE MUpYyBaTa OO OKcajoaleraTa (OJAMH W3 KIIIOUEBBIX STarloB
IJIIOKOHEOT'€He3a, JIMMOorene3a 1 bnocunTe3a HeliporpanecMutTepoB); AKK kartanusupyer nepByro
CTaJUI0 OMOCHHTE3a KUPHBIX KUCHOT (KapOokcunupoBanue anetuii-KoA B Mmanonmi-KoA), IIKK
Katajausupyer kapOokcwiupoBanue nponuoHuin-KoA B Manonmin-KoA B mertabonusme
aMHHOKHUCJIOT C Pa3BETBICHHOM IEMbI0 M HEKOTOPBIX KUPHBIX KuciaoT; MKK katamusupyer
KapOokcunupoBaHue 3-MeTHIKpOoTOHUI-KOA B 3-MermnrimyrakoHuia-KoA B merabonuzme
neiinmaa W w3oBaniepuaHoBod kucioTel [2]. AKK ¢yHKIMOHHpYeT TIIaBHBIM 00pa3oM B
LUTOIIa3Me, TOT/1a Kak JIpyrue YeTblpe rojJokapOoKcuiIassbl QyHKIMOHUPYIOT B MUTOXOHAPUSX U
Ha BHEITHEH MUTOXOHIPHAIIBHOW MeMOpaHe.

Kaxxngas w3 kapOokcmias, s KOTOPBIX OHOTHH SIBIISIETCS KOBAJCHTHO CBS3aHHBIM

KO(paKTOpOM, CHHTE3MpPYETCS B BHJE HEAKTUBHOIO anodepMeHTa, KOTOpBIH Jaiee



OMOTHHWIUPYETCS TIOCPEACTBOM JIBYX YAaCTUYHBIX pPEaKIUi, KaTaau3upyeMbIX (EpMEHTOM
CUHTETa30 ToyiokapOokcuna3. buoruHcomepkamie mpoayKThl Aerpaganun — OuonuTHH (e-N-
OMOTUHWI-L-TM3UH) U OMOTHHWIOBBIE TENTHABI — TMOJBEPraloTCs NEHCTBUIO OMOTHHUIARHI,
KOTOpasi pacIIeIIAeT aMHUIHYIO CBSI3b MEXKIY JIM3UHOM U OMOTHHOM [3]. OCcBOOOKIEHHBIN OMOTHH
PEIUPKYIUPYETCs U IOCTYHAeT B IyJl CBOOOAHOTO OnoTHHa (puc.l).

Hapymenne QyHknuu KapOOKCHIIa3 MPUBOAUT K HAKOIJICHUIO MPOMEKYTOUHBIX
cyOcTpaToB (EPMEHTHBIX PEAKIUN, KOHTPOIUPYEMbIX KapOOKcHIazaMH. DTH CyOCTpaThl U UX
MPOM3BOJIHBIE OKa3bIBAIOT TOKCHMYecKoe BozneiicTBue Ha [IHC wm apyrue TkaHu, mpuBOAS K
Pa3BUTHIO META0OIMUECKOTO ali103a U BTOPUYHOMN TUIIEPAMMOHUEMUH.

B nukoie yrunmsanuy OMOTHHA Y YeI0BEeKa €CTh JIBa OCHOBHBIX Jie)eKTa: HeJJOCTATOYHOCTh
o6uotunuaassl (HB) n HegocraTounocTh cunHTerassl rogokapookucnas (HCI'). Oba 3aboneBanus
npuBoasaT k MHK. HCT' (OMIM 253270), Takke u3BecTHas Kak paHHss (HeoHaTanbHas) MHK,
npecTaBisieT coooi HapyeHue ouotuamuposanus. Hb (OMIM 253260), Takxke n3BecTHas Kak
no3ausisi (foBeHWibHas) MHK, mpencraBiser co0oil HapylIeHHE PEIUPKYISIUN OUOTHHA.
Jedunut oTaenpHbIX KapOOKCHIa3 BCTpeyaeTcs peiko.

buotnannaza — Oenok, cocrosmuid w3 543 aMHUHOKHCIOT, Becom 85 klla [3].
Konupytommii ero ren BTD nokann30BaH Ha KOPOTKOM Iuiede 3 XpoMOCcoMBI (3p25) v COCTOUT U3
4 5Kk30HOB M 3 wuHTpoHOB. OOmIas IIMHa KOJUPYIOIIEH MocienoBarenbHOCTH - 1629 map
HykiaeotuoB [4]. Ha ceromusmHuii JeHbh WM3BECTHO IO MEHBIIEH Mmepe o 165 maToreHHbIX
myTarusax B BTD [5]. HaubOonee yacThIMu MyTaIUsIMU SIBJISTFOTCS JCJICIIHSI CEMH HYKJICOTHIOB CO
BcTtaBkoi Tpex HykiIeotunoB ¢.98 104delGCGGCTGinsTCC (p.Cys33Phefs*36), xotopas
BcTpevaetcs y 60% nanuentoB ¢ Hb [6], u muccenc-mytanus ¢.1612C> T ( p.Arg538Cys) [7].
O6e MyTamuu B TOMO3UTOTHOM WJIM KOMIIAyHA-T€TEPO3UTOTHOM COCTOSIHUM TIPUBOJAT K
totanbHoM HbB. Takke [T0BOJBHO YacTO BCTPEYAKOTCS MUCCEHC-BapuaHT C.1368A>C
(p-GIn456His); Q456H) u Bapuant ¢.1330G>C (p.Asp444His; D444H), xoTopble NpUBOJAT K
nonnoi HbB [8]. Kommayna-rereposurora ¢.1330G>C; ¢.511G>A (p.D444H;A171T) cuuxaer
aKTUBHOCTh OMoTHMHUAA3bl Ha 52% u Bmecte ¢ BapuaHTamu p.Cys33Phefs*36, p.Gln456His u

p-Arg538Cys cocrasnsier 65% Bcex ciyuaes Hb [9, 10].
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IniokoHeoreHes, CUHTE3 XMPHbIX KUCAIOT, KaTabonu3M aMMHOKWUCIIOT C Pa3BeTBNEHHON Lienbio
Pucynok 1. [{ukn OuotuHa.

CBOOOMHBI OWOTHH, OCHOBHBIM HCTOYHHKOM KOTOPOTO SIBJISIETCS IHINA, AKTHBHO
TPAHCIIOPTUPYETCS Yepe3 KUIIEYHYI0 MeMOpaHy M TemaTodHIedanrndeckuii Oapbep. ITOT
cBOOOAHBIH myn OuornHa oOecreynBaeT OHMOTHHOM  pa3IUYHBIE  anoOKapOOKCHIIA3bI
(mupyBaTtkap6okcunazy  (IIK), amernn-KoA-kap6okcunazy  (AKK), npommonun-KoA-
kapookcunazy (IIKK) wu  Oera-metunkporonun-KoA-kapookcunazy (MKK)). Cunrerasa
roJIOKapOOKCHIa3 cOOMpaeT akKTUBHBIE TOJIOKAPOOKCHIIa3bl, KOBAJICHTHO CBSI3bIBas OMOTHH C UX
AKTUBHBIMH 1IeHTpamu. ['omokapOOKCcHIa3pl BaKHBI ISl TIIOKOHEOTEHEe3a, CHUHTE3a >KHUPHBIX
KACIOT W Karaboju3Ma HECKOJbKMX aMHHOKHCIOT C pa3BeTBIEHHOW 1emblo. Jlanee
roJIOKapOOKCHUIIa3bl MPOTEOIUTUYECKH PACHICTUISIIOTCS 10 OMOIMTHHA WIH HEOOIBIINX OMOTHHHIII-
NENTHI0B. DTH COEIMHEHUSl paCHICIUISIOTCS OWOTHMHMIA30H ¢ o0O0pa3oBaHHMEM JIM3MHA U
CcBOOOJTHOTO OMOTHHA, KOTOpbIE MOTYT TOCTyNaTh B IyJ CBOOOJHOrO OHWOTHHA, TEM CaMbIM
petmpkynupys Butamud. AT® = ageno3urTpudocdar.

CunreTasa rojokapOooKkcuia3z — OeJIOK, COCTOSIIHKN u3 726 aMuHOKUCTOT, BecoM 81 k/la.
Komaupyrommii ero ren HLCS nmokanu30BaH Ha JWIMHHOM 1uieue 21 xpomocomel (21g22) u cocTouT
u3 11 sk30H0B [1]. O0mas quHa Koaupytoliei nociegoBaTenbHoCcTH — 240 nap HykjIeoTua0B. B
JUTEpaType U3BECTHO 110 MEHbIIEH Mepe 0 35 naToreHHbIX BapuanTax reva HLCS [1]. Onaum u3
4acThIX BapuaHTOB siBisieTcst ¢.1522C> T (p.Arg508Trp; p.RS08W), oGnapy>kennsbiit B Taunane,
Kutae, ®panuun, Mpane u CIIA [11]. B SnoHum npeBaMpyrOT NaTOT€HHBIE BapUAHTHI
¢.710T4C (p.Leu237Pro) u ¢.780delG (p. G261V{sX20) [12], a B Kutae — c.1088T> A (V363D)
[13].



Taxxke ObUIO MTOKA3aHO, YTO JIM3UHOBBIE ocTaTku rucToHOB H3 1 H4 GuotnHMIUpYyeTCs ¢
MOMOIIIBIO CHHTETA3bI roJIoKapOoKkcuias (in vivo) u OMOTUHUAA3HI (in Vitro). BUOTHHUIMPOBAHHBIC
TUCTOHBI, BEPOSITHO, YYACTBYIOT B BaXHBIX OMOJIOTHUECKUX (PYHKIMAX, TAKUX KaK IMOJABICHUE
AKCTIPECCUH TE€HOB (CallICHCHHT), KOHAeHcaIusl XpomatuHa, penapamnus JJHK u nponudeparus
kinetok [14]. OpHako, KOJIWYECTBO OMOTHHWIMPOBAHHBIX THUCTOHOB i1 Vivo, COTJIAcHO
uccienoanusiM, coctanisiet <0,001%, 94To cTaBUT WX GU3HOIOTHUECKOE 3HAYCHHE TT0]] COMHEHUE
[15].

1.3 DnuaemMuoJiorus 3a00JeBaHus WM COCTOSTHNS (IPYIIbI 3200J1eBaAHNI HJIH COCTOSTHH)

Hb — manstHHYeckoe 3aboneBanue. Yacrora Hb Bapbupyer ot 1:40,000 mo 1:60,000
HOBOPOXKIEHHBIX B Mupe [16]. B HEKOTOPBIX cTpaHax, Takux Kak Typuusa u Caynosckas Apasus,
4yacTOTa BBIIIE U3-32 PACHPOCTPAHEHHOCTH OJM3KOPOJCTBEHHBIX OpakoB. Ha ocHoBaHuun
pe3yJIbTaTOB CKPUHUHIAa HOBOPOKAEHHBIX yacToTa ToTaabHoi Hb B CIIA cocrasnser 1:80,000
HOBOpOXAEeHHBIX, a yactuuHass Hb — ot 1:31,000 mo 1:40,000 [17]. Yactora HCI' B mupe
cocrasiseT 1:200,000 »xuBbix HOBOpoxaeHHBIX [18]. YHactora BcTpewaemocty Hb m HCI B

Poccuiickoit @enepanyii He yCTaHOBJICHA.

1.4 Oco0eHHOCTH KOAMPOBAHNS 3200J1eBAHNS WJIH COCTOSTHHSA (Ipynnbl 3a00JJeBAaHUH WJIN

COCTOSTHUI) M0 MeKIYHAPOIHOH CTATHCTHYECKON KJaccHupukanuu 00Je3Hel W IpoodJieM,

CBA3AHHBIX CO 310POBHEM

Cornacio MKb-10, Hb u HCI' otHocsaTcs k knaccy IV — boine3HaM 3HIOKpUHHOMN
CHCTEMBI, paCCTPONCTBY MUTAHUS U HApYIIEHUIO OOMEHa BEIIECTB.

MKB-10: E53.8 — HenocraTouHOCTh JpYrMX YTOUHEHHBIX BUTAMUHOB Irpynisl B.

MKB-11: 5C50.E0 — Knaccuueckue opraHU4ecKue aruaypuu.

OMIM: 253260 (HB) n 253270 (HCT)

ORPHA code: 79241 (Hb) u 79242 (HCT)

1.5 Kinaccudukanus 3a001eBaHus WJIN COCTOAHNSA (TPYIIbLI 32001¢BaHANA WJIH COCTOSTHH)

Brigenstor MHK ¢ pananm u mo3agaum nedrotom. K panneit ornocutcs HCI', k mo3nueit —
HBb. HB, B cBO1O 04Yepesb, B 3aBUCIMOCTH OT aKTUBHOCTH (DepMEHTa OMOTHHHIa3bI Pa3ICsSIOT Ha
ToTanbHy0 (<10% OT HOPMBI AKTUBHOCTU OMOTHHUAA3HI B CBIBOPOTKE) U yacTuyHyto (10-30% ot
HOpMBI). B HOpMe axkTHMBHOCTH OMOTHHHIA3bl B CBIBOPOTKE KpoBU cocTaBiseT 4,4-12

HMOJIb/MuH/MIT [ 19].



1.6 Kiunnndeckasi KapTHHA 3200J¢BaHHS WJIH COCTOSTHHSA (rpyvnmnbl 3a00J1€eBaHMIT HUJIH

COCTOSIHM )

Henocrarounocts 6morunuaasnl (HB)

B panHeM Bo3pacTe Haumbonee uacThiMU mepBbIMH cumnToMamu HbB  sBastorcs
AMUIICTITUYIECKIE PUCTYIIBI: B OOJNBITUHCTBE CIy4aeB OTMEUAIOTCS MUOKIOHUYECKUE PUCTYIIHI,
HEpeJKO BCTpedaroTcs HHpaHTWIbHBIE cnasmbl [20-22]. MHOrga OCHOBHBIM KIMHUYECKHM
CHMIITOMOM SIBJISIETCSL MbllieuHast runotonus [21]. B psnpe cimywaes Hb manudectupyer
3a/IeP)KKOU TICHXOMOTOPHOTO Pa3BUTHS, HAPYUICHUSAMH PUTMa JbIXaHUs (AbIXaHHE IO THITY
Kyccmaynsi, mapuHTeansHblil CTPUI0p, alfHod), cedopeeil, aTOMMYECKUM JEPMAaTUTOM, THE3THOM
W/WTU TOTAJIBHOU aJIOTEIMEN U MEePCUCTUPYIOMIMMHU KOHBIOHKTUBUTAMH [3, 23]. BombmmHcTBO
MAlMEHTOB UMEIOT COYETAHUE HEBPOJIOTMYECKUX U KOXKHBIX KIMHUYECKUX MPOsIBICHUIN. YacThiMu
HEBPOJIOTMYECKUMHU PACCTPONCTBAMHU SIBJIAIOTCS HEHMPOCEHCOPHAsi TYrOoyXOCTh W HapylIeHUE
3peHus (4Yamie BCero BCIEJICTBUE aTpOUH 3pUTEIBHOTO HepBa) [24-26]. M3BeCTHO O CHHApPOME
BHE3AITHOM IETCKOM CMepTH, KOTOpbIi ObL cBsizad ¢ HB [27].

Toranenas Hb B GonbmuHCTBE ciydaeB MaHU(BECTUPYET B BO3pacTe OT 3 110 5,5 MecsIIeB.
B penxux ciydasx 3a0oneBaHue qeOIOTHPYET B MOJAPOCTKOBOM BO3pacTe MM Ha MEpPBOU Henese
*Ku3HU. CTeneHb TAKECTH KIMHUYECKUX TMPOSBICHUNM 3aBUCUT OT YPOBHS AKTUBHOCTHU
6uotunuaassl [28]. Tak, BeIcOKas ocTaToyHasi akTUBHOCTh epmenTa (0T 30 10 25% OT HOpMBI)
XapakTepHa Ijisi JoOpoKadecTBEHHBIX FOBeHWIBHBIX (opMm HbB. Ilpu neGiore 3aboneBanus B
MOJIPOCTKOBOM BO3pAacTe, MEPBBIMU CUMIITOMAMHU SIBJISIFOTCS] MBIIIIEYHAs C1a00CTh, CIACTHYECKHE
napanapesbl U 3puTeibHble HapyiieHus [29]. [1o3xe MokeT pa3BUThCS BHE3AMHAS MOTEPS 3pEHUS
C Iporpeccupyroiei ontuueckoil Heriponarueit [30, 31].

AKTUBHOCTh OMOTHHHA3bl B TOJIOBHOM MO3T€ YellOBeKa KpailHe HHU3Kasl, OITOMY JUIS
HOPMAIbHOTO (YHKIMOHHPOBAHUS HEHUPOHOB HEOOXOIUMO JIOCTATOYHOE M TOCTOSTHHOE
NOCTyIJICHHe OMOTMHA 4Yepe3 TeMaTosHuedamnmueckuii Oapbep. YMEHbIICHHE KOHICHTPALUU
ouotuna npu Hb Ha mepBrIx cTaausx 3a001eBaHus MPUBOIUT K CHIKEHUIO akTuBHOCTH [1K, uTo
BBI3BIBACT HAKOIUICHHE JIaKTaTa (MOJIOYHOW KHUCIIOTHI) B TOJIOBHOM Mo3re [32]. DTOT JOKaIbHBINA
JaKTaT-alua03 00yCIaBINBAET MOSBICHHE, B IEPBYIO OYEPEIh, HEBPOJIOTMUECKUX CUMIITOMOB, B
TO BpeMs Kak Jpyrue Npu3HaKu 3a00JeBaHUs MOTYT MaHU(ecTHpoBaTh mo3aHee. Keroanmmos
ABJIIETCS MIPU3HAKOM MPOJIOJKUTENBHON HEJI0CTAaTOYHOCTH OMOTHMHA B OPraHU3ME M MOXKET He
BBISIBIIATECST HA HAudaJdbHBIX JTamax Oone3Hu. CuuTaroT, YTO NPUIYMHOM HEHUPOCEHCOPHOMH
TYTOYXOCTU SIBIISIETCS HAKOIUIEHHE OPraHMYeCKHX KHUCIOT, OMOUMTHHA U Ooyiee KPYIHBIX

OouoTHWIBHBIX OenkoB [32, 33]. CHmXeHue ypOBHS NPOTEKTUBHBIX MXHPHBIX KUCIOT (B



pesynbrate Hapyienus padotsl [IKK), Bo3MokHO, sIBIsIETCS MPUYHMHON MOSBICHHUE aONECINH
KOXKHOM chITin [34].

TokcuueckuM >PQpexkToM OOBACHAIOTCA MOPQPOJOTUYECKUE H3MEHEHHS B MO3KEUKE
(orcytcTBUe KieToK [lypkuHbe, pa3pekeHne ciosi TpaHyJISIpPHBIX KJIETOK U IpoiHudepanuio ciaos
beprmanna, rmmo3 6eoro BemecTBa 1 3y04aThixX saep) U O0NbIIOM MO3Te (HEKPO3 C COCYAUCTOM
nponudepanueit 1 nHGUIBTpanued MakpodaramMmu B mepuBeHO3HOM MpocTpancTse) [35]. beum
OTHMCaHbl U3MEHEHHUS B TIOJIKOPKOBBIX CTPYKTypaxX, CIIMHHOM MO3T€, CXOJHBIE C TAKOBBIMH TPH
6ose3au Jles [36]. MuenrHOBBIC BOJIOKHA ITOPAKAIOTCS B OOJIBIIICH CTENIEHH, YEM TeJla HEHPOHOB,
no3toMy ipu Hb yacTo onuceiBaroT HapyieHHe MpoIecCOB MUEIMHU3ALNN TOJIOBHOTO MO3ra.

B nmurepatype ommcaHbl ciaydan 1e0r0Ta 3a00I€BaHUS ¢ TUPAMUTHOW CHMIITOMATHKOW U
pPa3BUTHA NPOTPECCUPYIOIIETO CHACTUYECKOrOo Iapes3a BCIEJICTBUE MHUEJIONATHEH CHUHHOIO
MO3ra, TSKECTh KOTOPOro YMEHbIIWiIach Ha ¢oHe mpuema Owotuna [37, 38]. MccnemoBanus
MOKA3bIBAIOT, YTO MPOIOJKUTENBHBIN MprueM OMOTHHA MPEeJoTBpaIlaeT Pa3BUTHE CITACTUYECKOTO
napanapesa 1 HeiipoceHcopHoii TyroyxoctH y nanuentoB ¢ Hb [38, 39]. HoBopoxnennsie ¢ Hb, y
KOTOPBIX TUArHO3 YCTAHOBJICH JI0 Havasa MPOsIBICHUS KIMHUYECKUX CUMITTOMOB (Hampumep, npu
HEOHATaJIbHOM CKPUHHUHTE) U KOTOPBIE MOIYYalOT JIeueHHEe OMOTUHOM B BBICOKHMX J103aX, UMEIOT
HOpMaJIbHOE pa3BUTHE [25].

N3BecTHBI citydan O6ecCUMIITOMHOTO TeueHus TotanbHoi HbB [17, 40-42].

[TanmenTs! ¢ yactnunoit Hb nmMerotr msrkyro gopmy 3aboneBanus. CUMITOMBI OOBIYHO
pa3BUBAIOTCSI B COCTOSIHUU CTpecca: BCIEACTBHE XHUPYPIMUECKOTO BMENIATENbCTBA, BO BpEeMs
uH(EKINY, JUIMTEIHHOTO TONI0IaHus U T.1. B nmuTeparype ommcaH ciiydaid, Korja y pebeHka c
gactuyHo HB, He mpoxonuBIIero je4eHne OMOTHHOM, BO BpeMs 3MH30]la TaCTPOIHTEPUTA B
BO3pacTe IIECTH MECSIEB OTMeuajgach THUIIOTOHHS, KOXKHAasl CHIIIb M BbIMajieHue Bosoc. [Ipu
JIeYeHUH OMOTHHOM CUMIITOMBI ncuesnu [43].

I'enotun-denorun koppemnsaus Hb 1o koHia He ycranosnena. [lenenuu, HHCEPIUU HIH
HOHCEHC- HYKJICOTHJIHBIC BapHUaHThI OOBIYHO MPHUBOJMAT K TOJTHOW mMoTepe (HepMEHTATUBHOMN
AKTUBHOCTH OMOTHHHUAA3bI, TOT/Ia KaK MHUCCEHC-BapUAHTHI MOTYT IMPUBOIUTH WJIM HE IPUBOJIUTH K
€e MoJIHOM moTtepe. B oIHOM wuCClaeqoBaHUM AETH C cuMITOMamMu ToTaibHOW HbB ¢ Hysb-
MyTallUIMHU HUMENTH OOJNBIIYI0 BEPOSTHOCTh PAa3BUTHUS MOTEPH ClyXa, YeM JETH C MHUCCEHC-
MyTauusamu [44]. HekoTopslie TEHOTHUIIBI KOPPENUPYIOT ¢ ToTanbHOoM HB, npyrue — ¢ yacTuuHoOM.
BosbIIMHCTBO MATOr€HHBIX BAPUAHTOB T'eHa B 7D BBI3bIBAIOT MOJHYIO MOTEPIO WU MOYTH MOJIHYO
MOTEPI0 aKTUBHOCTH (pepMeHTa OnoTuHUAa3bl. KoMOMHaIMs BYX Takux ajiened (roMo3urora
WM KOMIIAyHA-T€TepO3UTroTa) MpUBOANT K ToTanbHOM HB. Hanpumep, koMmayHI-reTepo3UroThl

p.Asp444His u maTtoreHHOro BapHaHTa, KOTOPHI NpuBOAMT K ToTansHOW HB, Oynyt mmers
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npubnusutensHo 20-25% 0T HOpMBI (PepMEHTATUBHON aKTMBHOCTH OMOTHHU/AA3BI B CHIBOPOTKE
[45].

Henocrarounocth cuHTeTa3bl rosiokapooxcuias (HCI)

HCI' wu3BectHa kak panHss (HeoHaranbHasi) ¢gopma MHK. 3aboneBanue 0ObIYHO
MaHU(PECTUPYET B MEPBBIC HECKOJIBKO YaCcOB KU3HU, THEH WU HEJIENb MTOCIIe POXKICHUS, PeKE —
Ha MEePBOM T'OJly KU3HU WK IeTckoM Bo3pacTe. Kinunaudeckue nposisnenuss HCI™ ouenb cxoxu ¢
Hb. IlepBbIMM KIMHMYECKUMH CHUMOTOMAaMH SBIISIFOTCS OTKa3 OT €7bl, IOBTOpPHas pBOTA,
MOBBIIIICHHASs] COHJIMBOCTh WM BO30YIMMOCTb, PECHUPATOPHBIE HAPYLICHUS, MBbIIICYHAS
TUIIOTOHUSL U AKC(OIMATUBHBIA JEPMATUT. Y HEKOTOPBIX JETel Takke HaON0JaeTcs KOXKHas
CBITb, AJIOTIEIHS, 3a/Iep>KKa PA3BUTHSI, METa0OJIMUECKHUI ali103, THIIEPAMMOHHEMUS U, KaK U B
cinyyae HB, n3ameHeHue criekTpa OpraHmdecKux KACI0T B MOYE B BUJIE MTOBBIIICHHS] KOHLIEHTPaUU
B-rumpokcunzoBanepara, [-METUIKPOTOHWITIIUIIMHA, [B-THAPOKCUIPONHOHATA, METHIIUTPATA,
C50H, nakrata (MOJIOYHOW KUCHOTH) W TUrmwirauiuHa [46]. Nuorpa y mamuentoB ¢ HCI
HaO0JTI0/TaeTCs TUTIOTJIMKEMHS KaK CleAcTBHe cHIKeHns aktuBHOCTH [1K [47, 48].

Kaxk u B cmyuae Hb, TsbkecTh cuMnToMOB yMeHbITIaeTCsl Ha hOHE MpUeMa OMOTHHA.

[Ipu orcyrcTBuM JnedeHus 3abojeBaHHEe OBICTPO MPOTPECCHPYET, Pa3BUBAIOTCS
PE3UCTEHTHBIE JMUICITHYSCKUE MPUCTYIBI, META0OOIMYSCKUH amu103, OTEK MO3ra, YTHETEHUE
co3HaHus U KoMa [46]. YV TakuxX MalMEeHTOB YacTO OTMEYAETCS CYyOdNEeHAMMAIIbHBIC KHUCTHI,
yBeITUYCHUE 00BbEMa KEITYJ0UKOB M BHYTPHIKEITYIOYKOBOE KPOBOM3IHUSIHHE [49].

[Mockonbky HCI' 1 Hb cxoku OMOXUMUYECKH U KITMHUYECKH, ISl YCTAaHOBJICHUS TOYHOTO

JIMarHo3a He0OX0AMMO MIPOBEICHUE MOJIEKYJIIPHO-TeHETUYeCKOoro aHanu3a reHoB BTD u HLCS.

2. IlmarHocTuKa 3200J1eBAaHUS MM COCTOSIHUSA (ITPyNNbI 3200/1€BAHNH WJIN
COCTOSIHUI), MEAMUMHCKHE IOKA3AHUA M NIPOTHUBOINOKA3aHUA K IPUMEHEHHIO

METOA0B JTHATHOCTHKH

OOpamaeM BHHMaHHE, YTO, COTJIACHO TpeOOBaHMAM K pPa3pabOTKe KIMHUYECKUX
pPEKOMEHIaluH, K KaXKI0OMY Te3UCY-PEKOMEHIallii HE0OXO0IMMO YKa3bIBaTh CHITy pEKOMEH Al
U Jl0Ka3aTeldbHyl0 0a3y B COOTBETCTBMM CO IIKaJaMH OLIEHKH YPOBHS JIOCTOBEPHOCTH
nokazarenbetB (YJ1) u ypoBHs yoenutensHocTH pekoMmenaanuit (YYP). Jlns MHOTHX Te3HCOB
YVP u VJJI Oyner HU3KMM 10 NPUYMHE OTCYTCTBUS IOCBSILEHHBIX UM KIMHHYECKHUX
HCCIJIEIOBaHHUM BBICOKOTO qu3aiiHa. HeB3upas Ha 3T0, OHU SBIISAIOTCS HEOOXOAMMBIMU JIEMEHTaMU
o0cIie1oBaHus MallMeHTa J1JIsl YCTAHOBJICHUS TMarHo3a U BbIOOpa TaKTUKU JICYEHUSI.

Kpurepun ycraHoBJIeHHS IMATHO32 M COCTOSTHUA
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Kpurepuem yctaHoBI€HMsI 1MarHo3a SIBJISIETCA ONpPEAENIEHUE MOHM)XKEHHOW aKTUBHOCTH
(dbepMEeHTOB OMOTHHUIA3bI B KPOBH, TIOBHIIIICHUE KOHIICHTPAIIMH YPOBHS -TUIPOKCUN30Bajepara,
-MeTUNKPOTOHUITIUIMHA, B-THAPOKCUIPONNOHATA, METWIILIUTPATA, JIaKTaTa U TUTJIWITIUIMHA
IpU KOJMYECTBEHHOM W KAaueCTBEHHOM aHAlM3€ OPraHMYeCKHX KHCIOT MOYH, a TaKxke
MOBBIIICHHE KOHIEHTPALMU aluikapHUTHHOB KpoBHu (C50H) [46]. Heo6XxoauMoO OTMETUTH UTO
ruapokcumnzoBasiepwiikapHuTuH (C50H) He moBblIaeTCsl B KPOBU B HEOHATAJIBHBIM NEpPHOJ Y
OOJIBIIMHCTBA NAI[UEHTOB.

BrisBnenne mnatoreHHbIX BapuaHToB TeHOB BTD u HLCS no pesyiabratam JIHK-
JUAarHOCTUKY TIO3BOJISIET MOJATBEPAUTH AUATHO3 Ha MOJIEKYJISIPHO-TEHETHUYECKOM YPOBHE.

HuddepennuanpHas JAUarHOCTUKA TMPOBOJUTCS C HACIEACTBCHHBIMU HApyIICHUSIMU
oOMeHa OpraHWYecKUX KHUCIOT, MUTOXOHIpPUAIbHBIMU 3a00JEBAaHUSMHU, a TaKXKE MEHUHTHUTOM,
MEPBUYHBIM HUMMYHOAC(PUIIMTOM, SHTEPONATHUYECKUM AaKpOJIEPMaTUTOM, HEHPOCEHCOPHOI
TyrOyXOCTbIO, AayTHU3MOM, MHUeENIonaTHei, arpodueil 3puUTEeTBLHOTO HepBa, cebOpeitHBIM
nepMatuToMm, WHGAHTWIBHBIME crma3mamu  [50], a Takke 3a00JCBaHHMSIMH  CIIEKTpa
onTUKOHEBpomuenura [51].

2.1 ’Ka100LI M1 aHAMHE3

[Tpu cbope anamHe3a u xkajiod HEOOXOTUMO 0OPAaTUTh BHUMAaHHE Ha CJIETyIOIIUE KaIOObI
¥ aHaMHECTUYECKHE COOBITHS:

- OMACOWEHHBIIL CEMEUHbILL AHAMHEe3 (CXOOHble CUMNMOMbL Y POOHLIX Opamves u

cecmep npobanoa, bIU3KOPOOCmMBeHHbIl OPakK),

- Mmanugpecmayus 3aboneeanus 00 3-6 mecsayes;

- HapyuleHus 8CKapMAUBAHUSL,

- HeoObACHUMOE becnokoticmeo, niay, mpemop KOHeuHocmell,

2unep8o3nyoUMocmy;

- 8A710CMb, C1AOOCMb, OLICMPAs YIMOMIAEMOCb,

- ovixamenbHble PACCMPOUCMBA, BKIOUAS SUNEPEBEHMUNAYUIO, TAPUHSEATbHbILL

CMPUOOp U HNU300bl ANHOI,

- VeHemeHue CO3HAHUSL OM COHIUBOCIMU 00 KOMbL;

- nuUIenmudecKue NPUCmynsl, pe3ucmeHmubvle K aHMuINUIenMuYexoli mepanuu,

- CHUDICEHUe CILyXa NO MUNY HeUpPOCEeHCOPHOU MY20YXOCM,

- CHUDICEHUE 3PeHUsL (YACMUYHAS ampPOo@ust 3PUMENbHBIX HePB8O8, ONMUKOMUETUN);

- anoneyusi (NOIHASL UTU YACMUYHAS),

- amonuyecKull 0epmamum,

- noemopHble KOHBbIOKKMuUeumabl,
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- 801HO0OPA3HOE (KpU3060e) meuenue 3a001e6aHUsL;

- ocmanogka/ 3adepoicka/ ympama panee NpUOOPEMEHHbIX NCUXOMOMOPHBIX
HABLIKOB,

- MboluteyHas ouggysnas eunomonus.

B ACTCKOM BO3PACTEC TAKIKEC Ha6J'IIO,Z[aIOTCSI CJIeAyromue CUMIITOMBI:
- Hapyuwernue NnOX00KU (cnacmuqecmtd napanapes, MO32HceUKosads amakcusl,

nouHeuponamus);

- npocpeccupyioujee Hapyulenue 3penus (4acmuyHas ampo@us 3pumenbHuIX

Hepeos, ONMUKOMUENUM);

- Hapyuienue cyxa (HelupoCceHCOpHAas my20yXxoCcms),

- SHYeDanoMuenonoIupaouKyI0Heuponamus;

- 3a0epoicka/ HapyuweHue nCuxopeueso2o pa3eumusl;

- anoneyusi;

- 801HO0OpA3HOe (Kpu3080e) meuenue 3a001e8aHUs.

VY nereit mnm B3pOCHBIX ¢ HenleueHoW yacTuyHOM HB Moryt mposBisThes 00ble U3
BBIIICTICPEUNCIICHHBIX PU3HAKOB M CHMIITOMOB, HO TPOSIBJIICHUS JIETKHE W BO3HHUKAIOT TOJBKO
IpU CTpeCce, MHTEPKYPPEHTHBIX MH(PEKIMAX, ONIEPATUBHBIX BMEILIATEIbCTBAX.

2KamoObl 1 aHaMHE3 TaKKe OIUCAHBI B pasaciic «Knuanueckas KapTuHa».

2.2 duzukajabHoe 00cae10BaAHUE

[Tpu ocMoTpe HEOOXO0MMO 0OpPATUTh BHUMAHKUE HA OCHOBHBIE KIIMHUYECKUE TPOSIBICHUS
Hb u HCT:

- MOMANbHAS UNU YACMUYHAS ANONeYUs;

- amonudeckutl depmamum,

— MblueuHas Ouhhy3nas cunomonus («CUHOPOM 8571020 pebeHKa»);

- 3a0epaHcKa NCUXOMOMOPHO20 PA3BUMUSL,

- anunenmuiecKue NPUCmynsl, Hi0Xo no00aruuecs: mepanuu;

— yeenuyeHue neuenu u cenesenku (6 10% cuyuaes).

2.3 JIaGopaToOpHbIe THATHOCTHYECKHE HCCACI0BAHUS

OcHoBHble J1TabopaTopHble MeToAbl moATBepxkaeHust nuaroza Hb u HCI' BkimtowaroT
OIpe/Ie]IEHNe AaKTUBHOCTU (epMEHTOB OWMOTHMHHUAA3bl B IUIa3ME€ WM CBIBOPOTKE KpOBH,
KOJIMYECTBEHHBI M KAUEeCTBCHHBIM aHAlW3 OPraHUYECKUX KHCIOT MOYH, OIIPEICIICHUE
AlWIKapHUTUHOB KPOBU M MOJIEKYJISIPHO-T€HETHYECKHE HuccienoBanus resos BTD u HLCS.

I[aHHI)IG HCCIICOOBAaHUS IPOBOJAATCA B CIICHUAIIM3UPOBAHHBIX TCHETUUCCKUX na60paT0pI/1$1x.
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HccnenoBanne ypoBHsI/aKTUBHOCTH OMOTUHUIA3bl B KPOBH SIBISIETCS OJHUM M3 MEPBBIX
MOJATBEPKIAIONINX  OMOXMMHUYECKMX  TecToB it  HB, mo3Bonstommii  mpoBecTH
nudPepeHIalIbHY0 JUArHOCTUKY C JIPYTMMM HACJCJACTBEHHBIMH HapyIICHUSMH OOMEHa
BemecTB [52]. B HOpMe akTHBHOCTH OMOTHMHHUAA3bI B CHIBOPOTKE KPOBHU cocTaBisieT 4,4-12
HMOJIb/MuH/MI [19]. Kak npaBuito, /Ui TeCTUpOBaHUS aKTUBHOCTH OMOTHHUA3bl TpeOyeTcs 1-2
MJI CBIBOPOTKHM WM Ta3Mbl. OOpa3isl JOMKHBI OBITH HEMEIIEHHO 3aMOPOXKEHBI U OCTABAThCS
3aMOpPOKCHHBIMH JI0 MOMEHTa TpOBEJeHUs uccieqoBaHuil. llsTHa KpoBH, coOpaHHBIC s
CKpUHMHIa HOBOPOXICHHBIX, JOJKHBI OBITH IMOJIHOCTHIO BBICYIIEHBI IEpes OTIPaBKOH B
1ab0paTopuIo, MOCKOIBKY BBICOKAs BIAYKHOCTh MPUBOAMT K 3HAUUTENHHON MOTEpPEe aKTUBHOCTHU
dbepmenToB. PedepeHcHbIE Arama3oHbl JOKHBI yCTaHABIUBATHCS KX I0i 1aboparopueii. BaxxHo
VUYUTHIBAaTh BO3pPACT TAIMEHTOB, IIOCKOJbKY AaKTUBHOCTh OWOTHHMA3Bl Yy JOHOIIEHHBIX
HOBOPOXACHHBIX cocTaBisieT 38—70% OT cpenHeld HOPMaJIbHOW AKTHBHOCTH OMOTHHHUIA3HI
B3pOCIbIX [53]. AKTUBHOCTH OMOTHHHAA3bl Y HOBOPOXKJICHHBIX OOBIYHO TOBBIIIIACTCS B TEUCHUE

MEPBBIX JTHEH WM HEeeNb KU3HU [54].

o PexomeHa0BaHO  ompejeNeHue  aKTUBHOCTH  OMOTHMHHAA3bl TpPH  MPOBEICHUU
HEOHATAJbHOTO CKPUHHWHTA Ha HACIeJCTBEHHBIE 3a00JI€BaHMS BCEM HOBOPOKICHHBIM JIJIS
WCKITIOUYCHHSI MHOYKECTBEHHOM HEJIOCTATOYHOCTH KapOokcuias [74,79].

Yposens yoeaureabHocT pekoMenaannii C (ypoBeHb 10CTOBEPHOCTH 10KA3ATEJbCTB — 5)
Kommenmapuu: npu HeOHAMANbHOM CKPUHUHZE NPOBOOUMCA OnpedeieHue aKmueHOCmu
Gepmenma  Ouomunuoazvl 8 nNAMHAX ~ GbICYueHHOU  Kpoeu. IIpubauzumenvno  50%
JIOJANCHONONONCUMETILHBIX PE3YIbMAMO8 C883AHbL C HEOOHOULEHHOCMbIO, A DOILUUHCINEO OPYeUX
— ¢ HApYWEHUAMU HA NPeaHarumuyeckom smane (HenpasuibHvle YCl08Us XPAHEeHUs U
mpancnopmupogku). Onpedenenue aKMUSHOCMU OUOMUHUOA3bL NO360A€M  BblAGIAMb KAK
enyookull (momanvuwiil) oehuyum ouomunuoazvl (<I10% cpeoueti HopmarbHOU AKMUBHOCU),
max u yacmuunwiti oegpuyum (10-30% cpedneii Hopmanvhol akmusHocmu). ¥ cemepo3ueomHulx
Hocumenet OONe3HU MAKdHce Modcem OblMb 6bIAGICHO CHUJCEHUe AKMUBHOCMU (hepMmenma

(npumepno 50% nopmet) [79].

° PexoMeH10BaHO:  KOMIUJICKCHOE  OIpENENICHHE  KOHIICHTPAIMM  OPTaHHYeCKUX
AMHHOKHUCJIOT B KpOBH (aMUHOKMCJIOTHl M AalMJIKAPHUTHHBI) METOJOM TaHIEMHOW Macc-
CHEKTPOMETPUHU MAaIlMeHTaM ¢ KJIMHUYECKUMH Npu3HakaMmu, xapaktepHbiMu uis Hb u HCT, c
LENbI0 TOATBEPXKACHUS JUarHo3a OWOXMMHUYECKUMH MeTojaMu U JuddepeHnaaIbHOR
JTUArHOCTHKH C IPYTMMH HacjeICTBEHHBIMM HapyLICHUsIMH 0OMeHa BeecTs [55].

YpoBenb yoeaurTeabHOCTH pekoMeHnaanuii C (YypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 4).
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Kommenmapuu: /[na Hb na ooxnunuyecxoui cmaouu kouyenmpayuu C50H mozym Ovimb 6
npedenax nopmwi. Aneopumm ckpununea npu Hb u HCI npuseoen 6 npunoscenuu b.

° PexoMeH10BaHO: KOMIUIEKCHOE OTIPEJICIICHUE CO/IEPIKAaHMsI OPTaHUIECKIX KUCIIOT B MOYE
BCEM IAIllMEHTaM C KJIMHUYECKMMM Tpu3Hakamu, xapaktepHbiMu i Hb u HCI', ¢ nenbto
MOJTBEPXKJICHUS AUAarHo3a OMOXMMHUYECKUMU MeToJaMu U AuQQepeHInanbHON JUarHOCTUKH C
JPYTUMH HACJIEeCTBEHHBIMU HapYyIICHUAMHU OOMeHa BelecTs [56].

YpoBeHb yoeaquTeJIbHOCTH pekoMeHAanuii B (YypoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB — 3).
Kommenmapuu: Xapaxmepuovim ona Hb u HCI siensiemes nogvluenue KoHyeHmpayuu yposHs [5-
2UOpoKcuU308anepamad, B-memuikpomoHuIIuYuna, [-eu0poKcunponuoHama, Memuiyumpama,
nakmama u muenuneauyura [17, 46].

° PexoMeHn0BaHO: onpesieNieHHe aKTUBHOCTH OMOTHHHUA3bl B KPOBH BCEM TAlMEHTaM C
KJIMHUYECKUMHU IpU3HaKaMu, XapakTepHbiMu 11 HB, ¢ nenbio quddepennnanbHoi TMarHOCTUKA
C  JpYrMMH  HACJCJCTBEHHBIMH  HapyUICHHsIMH  OOMEHa  BEIIECTB [52, 56].
YpoBeHb yOenuTeabHOCTH pekoMeHAannii B (ypoBeHb 10CTOBepHOCTH 10Ka3aTeNbCTB — 3).
Kommenmapuu: 6 nopme akmusnocmos OUOMUHUOA3bL 8 CbIBOPOMKE KpoU cocmagnsem 4,4-12
HMonw/mun/mn [19]. Axkmuenocmes OGUOMUHUOA3BL ) HOBOPONCOEHHBIX OObIYHO NOBLIUAEMCS 8
meueHue nepevix OHell Ui Heoelwb dHcusHu [54].

° PexkoMeH10BaHO: MOJIEKYJIIPHO-TEHETUYECKOE HCCIIEJOBAHNE BAPUAHTOB HYKJICOTHIHON
MOCJIEI0BATENbHOCTH B TeHe BTD BceM MalueHTaM €O CHM)KEHHON aKTHBHOCTBIO (epMeHTa
OMOTHMHUAA3BI C 1IEJIBIO MOATBEPKACHUS JUarHo3a Ha MOJIEKYJISIPHO-TEeHETHIECKOM ypOBHE [6].
YpoBensb yoenureabHocTH pekoMeHAanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB — 5).
Kommenmapuu: 6016uiuncmeo namoeeHHvlx 6apuanmos y nayuenmoe ¢ HBE moeym Ovimb
8bIABNEHbI C NOMOWbIO ceKkeeHuposanusi no CioHeepy 6cex IK30H08 U NpuneLalouwjux K HuM
yuacmkog unmponos 2ena BTD, no 6 nebonvuiom npoyenme ciyuaes HyK1eoOmuoHbvle 3aMeHbl C
npUMeHeHueM CMAaHOapmusvlx Memooos obHapydcums He yoaemcs. Onucanvl credyroujue
yacmole namozenuwvie sapuanmol: c.98 104delGCGGCTGinsTCC (p.Cys33Phefs*36), komopulii
ecmpeuaemcs npumepHo y 60% nayuenmog xoms 06wl 6 ooHom annene [6], u eapuanm c.1612C> T
(p.Arg538Cys) [7]. Oba eapuanma npusoosm xk momanvhou HB. Iloumu ece nayuenmul c
yacmuynou HB umeiom eapuanm c.1330G>C (p.Asp444His;, D444H) 6 ooumom annene 6
COYemaHuu ¢ NAmo2eHHbIM apUaHmom, accoyuuposanHom c¢ momanviou HE [57]. Taxorce
docmamouno uacmo obuapyaxcuearom eapuanmol c.13684>C (p.GIn456His) u c.1330G>C
(p.Asp444His), komopwvie npusooam k momanvHotu HE [8]. Komnayno-ecemeposucoma
c.1330G>C; ¢c.511G> A (p. D444H; A171T) cnusicaem akmugHocms 6uomunuoasvl Ha 52% u
emecme ¢ eapuanmamu p.Cys33Phefs*36, p.GIln456His u p.Arg538Cys cocmasnsiem 65% 6cex

cayuaes HB [9, 10]. /s onpedenenuss makmuku u nociedyowet unmepnpemayuu pe3yibmamos
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MOJIEKYIAPHO-2eHeMUYeCKUX UCCIe008aHUL He0OX00uM npuem (0CMomp, KOHCYIbmayus) epada-
2eHemuka nepsuunsli u noemopuwiii [50, 72, 74].

° PexomeH10BaHO: MOJIEKYJIIPHO-TEHETUYECKOE UCCIIEI0BAaHNE BAPUAHTOB HYKJICOTHIHOM
nocienoBarenbHoctT JIHK B reme HLCS BceM mnanMeHTaM C HOPMAJIbHOM aKTHBHOCTHIO
depMeHTa OMOTHMHMIA3bl, HO ¢ OMOXMMHUYECKUMHU HM3MEHEHUsAMH, xapaktepHbiMu ans HCI, c
LIEJIbI0 MOATBEPKACHMS TMarHo3a Ha MOJIEKYJIIPHO-T€HETUYECKOM ypoBHE [12].

YpoBens yoeaurteabHocTu pekoMenaannii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
Kommenmapuu: Oonum usz wacmolx éapuanmos sensemces c.1522C> T (p.Arg508Trp, p.R508W),
obHapyxcennviti 6 Taunanoe, Kumae, @panyuu, Upane u CLLUA [11]. B Anonuu npesanupyiom
namozenuvie sapuarnmul c.710T4C (p.Leu237Pro) u c.780delG (p. G261VfsX20) [12], a ¢ Kumae
— ¢c.1088T> A (V363D) [13]. /lna onpedenenus maxmuku u nociedyroujei uHmepnpemayuu
pe3yibmamos  MONEKYIAPHO-2eHeMU4eCcKUx —UCCIe008aHUll  HeoOXooum npuem  (ocmomp,
KOHCYTbMayust) 8paya-2eHemuxa nepeudnsiil u nosmopusiii [50, 72, 74].

° PexomengoBano: oOuuil (KJIMHUYECKHI) aHAIM3 KPOBU Pa3BEPHYTHIM MAlIMEHTaM C
KJIMHUYECKUMHU MpU3HaKaMu, XxapaktepHbiMu 111 Hb u HCT', ¢ nenbio BbIsIBIEHNS HEHTPONIEHNUH,
TPOMOOIIUTONICHUH, TTAHITUTOTICHUH, aHeMHH [58, 59].

YpoBensb yoequreabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB - 4).
Kommenmapuu: Vccnedosanue npogooumcs npu nepeutnol OuazHocmuKke u 6 OUHAMU4ecKoM
Hab00eHuU.

° PexomenaoBaHo: oOHapy)XeHHE KETOHOBBIX TEJ B MOUY€ NAaIlMEHTaM C KIMHUYECKUMU
npusHakamu, xapakrepabivMu uis Hb nu HCI', ¢ nienbio cBoeBpeMeHHOM KOPPEKIMH Teparuy Mpu
MOJJO3PEHUH Ha pa3BUTHE MeTab0IN4ecKoro kpusa [58].

YpoBens yoeaurteabHocTu pexoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
Kommenmapuu: nabopamoprvimu nped8eCmMHUKAMU PA38UMuUs MemadonuiecKkoeo Kpusd
ABNAIOMCS MEHOCHYUsL K MeEMAOOIULeCKOMY ayuoosy ¢ 0epuyumom 0CHOBAHULL.

° PexomenaoBaHo: rcciieJoBaHNE YPOBHS BOJOPOAHBIX HOHOB (pH) KpoBH, nccienoBanue
ypoBHs OydepHbIX BemecTB B KpoBu mnanuentam ¢ jguarHosom HB uw HCI ¢ uensio
CBOEBPEMEHHOW KOPPEKIIUHU TepaIUU TIPH MOJ03PCHUH Ha Pa3BUTHE METa00JIMIeCKOro Kpu3a [75,
76].

YpoBens yoeauteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 4).
Kommenmapuu: xpamnocme npogedeHusi aHaiuzo8 3asuUcum om COCMOAHUSL NAYUEHMA.

° PexomeHna0BaHoO: HCClIeIOBaHHE YPOBHS TJIIOKO3BI, aMMHaKa, MOJIOYHOM KHCIIOTHI B
KPOBHM TAIlMeHTaM C KIWHUYECKHMMH Npu3Hakamu, xapakrepueiMu s Hb u HCI, u mpu
MOJJO3PEHUH HAa META0OIMYECKHA aIi103 C LENbI0 JUATHOCTUKU U CBOEBPEMEHHOM KOPPEKIHH

tepanuu [58].
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YpoBensb yoequreabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB - 5).

° PexomenaoBaHo: aHanNU3 KPOBU OMOXMMHUYECKUN O0OLIETEpAaNIeBTUUECKH (MCCIeJ0OBaHNE
ypOBHs 00111eT0 O€eKa, 0011ero OunupyOorHa, CBOOOHOTO U CBSI3aHHOTO OUTMPYOrHA, MOYEBUHEI,
KpeaTHUHHMHA, KaJlus, HaTPUs B KPOBH; OINpejeNieHue aKTHBHOCTH acmapTaTaMUHOTpaHc(epasbl,
aJlaHUHaMUHOTpaHc(depassl, ramMma-riaoTaMuiaTpaHcdepasbl B KpPOBH) BCEM MaLUEHTaM C
KJIMHUYECKUMHU Npu3HakaMmy, xapakrepHsiMu uid Hb u HCI', ¢ nienbio BBIABIIEHUS NOPAXKEHUS
neuenu [58, 60-62].

YpoBenb yoeaurTeabHOCTH pekoMeHnaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 5).

2.4 UHCTPYMEHTAJIBbLHBIE THATHOCTHYECKHE HCCTIET0OBAHNS

° PexoMeH10BaHO: KOMITBIOTEPHAss TOMOTpadusi TOJOBHOTO MO3Ta W/WIM MarHUTHO-
pe3oHaHCHasi ToMorpadusi TOJIOBHOTO MO3ra M CIMHHOTO MO3ra MalMeHTaM C KIMHUYECKUMU
npuzHakamu, xapaktepubiMu 11 Hb m HCI', ¢ 1enpio OlleHKH COCTOSIHUSI TOJIOBHOTO MO3ra,
T depeHIMaIbHON JUArHOCTUKY C JPYTUMH HAacleICTBEHHBIMH 3a00JI€BAHUSAMU U BBISBICHUS
n3MeHeHu# xapakrepHbix uigs Hb u HCT [56].

YpoBeHb yoeaquTeJbHOCTH pekoMeHAanuii B (YypoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB — 3).
Kommenmapuu: npu nposedenuu KOMNbIOMEPHOU momocpaguu/ MacHUMHO-pe30HAHCHOL
momoepaguu 2on08Hoco mosea y nayuenmog ¢ MHK evisagniaiom KOpKo80-noOKOPKOSYIO
ampodghuto, pacuwupenue AHceryOOUKO8 Mo32d, 3A0ePHCKY MueruHusayuu, cyooypaivhvie
CKONJIeHUSL HCUOKOCMU, CYOINEHOUMANbHbIE KUCTbL U BHYMPUNCETYO0UK080€ Kposouznusanue [17,
49, 63]. Cnedyem ommemumo, Ymo OaHHble HAPYULEHUS HE SBNAIOMCS 8bLCOKOCNeYUDUUHBIMU U
Mozcym Habnwodamvcs npu opyeux 3sabonesanusx. Hapkos (Anecmesuonocuueckoe nocobdue
(6KtOUas paHHee nociieonepayuonHoe 8ederue)) nPosooOUmMcs No NOKA3AHUAM.

° PexomenaoBaHo: aneKTpodHIIepanorpadus; aneKTposHIedanorpadus c
BUJICOMOHUTOPHHIOM BCEM MAllMEHTaM ¢ KIMHUYECKUMHU NPU3HaKaMHu, XapakTepHbiMu 1uid Hb u
HCT', ¢ nenbro cBOEBpEMEHHON JUAarHOCTUKHU M KOHTPOJIS JICYEHMsI dIUIIETICHH [56].

YpoBeHb yOoenuTeabHOCTH pekoMeHAannii B (YypoBeHb 10CTOBepHOCTH 10Ka3aTeNbCTB — 3).
Kommenmapuu: /[na Hb u HCI' xapakmepmusl snunenmuyeckue npucmynvl, pe3sucmeHmHuvle K
AHMUINUTIENMUYECKOU Mepanuu.

° PexoMeHn10BaHO: TOHanbHAs W/ WIM pedeBas ayAMOMETPHs BCEM MalMeHTaM ¢
KJIMHUYECKUMHU Npu3Hakamu, xapaktepHbiMu a1 Hb u HCI' ¢ nenbto BbIABIEHUS MOpaXEHUM
opraHa ciyxa [44].

YpoBenb yoeaurTeabHOCTH pekoMeHnaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 4).
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Kommenmapuu: y nayuenmose c¢ HBE u HCI' nabniooaemcsa cuudicenue ciyxa no muny
Hetipocencoprou myzoyxocmu [24, 39, 44, 64]. Hccredosanusi npo8oosmces 8 3a8UcCUMOCHU OM
KAUHUYECKOU CUMYayuu.

2.5 Uuble AHarHocTu4eckye uccjae10BaHus

2.5.1 KoHcyabTanuy M HA0JI0AeHNEe CHeINAJTHCTOB

Jlnst HaOnrofeHUs MAIIMEHTOB C yCTaHOBJICHHBIM auarHo3om Hb m HCI' HeoOxomumo
IPUMEHEHNE MYJIbTHIMCUUIUIMHAPHOIO TOAXOJa BBHMJY TOrO, 4YTO JaHHbIE 3a00JeBaHUS
XapaKTepU3yIOTCS MOPa)KEHUEM MHOTHMX OPraHOB M CHCTEM, YTO, B CBOIO Oue€pellb, IUKTYET
HE00XO0IMMOCTh COBMECTHOT'O BEJICHU NAallMEHTa CIeMaIicTaMu pa3HbIX mpogueit. [TokazaHbl

IIEPBUYHBIE U IIOBTOPHBIE INPUEMBI (OCMOTpBI, KOHCYJIbTALlMM) Bpada-reHeTHKa, Bpaya-
odTampMoIIOra, Bpaya-HEBPOJIOTra, Bpaya-CypAosiora-oTOPUHOJIAPUHIOJIOra, Bpada-neauarpa/
Bpada-TeparieBTa/ Bpauya OOIEei MpakTHKW (CEMEWHOro Bpaya), Bpada-IepMaTOBEHEpOJIoTa, a
TaKKe Bpadell Apyrux cneuuanbHocTel nmanuentam ¢ Hb m HCI, umeromnM HapyuieHus
(YHKINH COOTBETCTBYIOLIMX OPTaHOB U CHCTEM.

o PexomengoBaHo: npuem (0OCMOTp, KOHCYJIbTallUsl) Bpadya-oPTaJbMOJIOra NEPBUYHBIA U
MOBTOPHBIN MAIlMEHTaM C KIMHUYECKUMU Npu3HakaMu, xapaktepubiMu i Hb u HCI, ¢ nenbro
OIpezieNIeHus IOpaKeHNH opraHa 3peHus [26, 29].

YpoBens yoeauteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 4).
Kommenmapuu: npu oebrome 3abonesanusi 6 noOpOCMKOBOM 603pacme OOHUM U3 NepEblxX
cumnmomos HB u HCI senatomcs 3pumenvhvle HApYUieHUs. (CHUMCEHUE 3PeHUsl, NOs6leHUe
ckomom, ampogus 3pumenvHuix Hepgos) [24-26, 29-31]. Ilo3ice modcem pazsumvcs 6He3aNHAA
nomepsi 3peHus ¢ npozpeccupyiowei onmuveckou Hetponamueti [30, 31]. Hccredosanue
npogooumcs 1 pas 6 6 mecsayes u no NOKA3AHUSIM.

° PexomengoBano: mnpuemM (OCMOTpP, KOHCYJIbTallMs) Bpaya-T€HETHKA TIEPBUYHBIA U
MOBTOPHBIN BCEM MAllMEHTAM C KIMHUYECKUMU Npu3Hakamu, xapakrepubiMu aig Hb u HCT, ¢
LEJIBbIO MMPOBEACHUS MEIUKO-TEHETUUECKOT0 KOHCYIbTUpoBanus [50, 72, 74].

YpoBens yoeaurteabHocTu pexoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
Kommenmapuu: epau-ecenemux npogooum oughgheperyuanvHyio OuacHOCmuKy, onpeoeisem
MAKMUKYy  MOJIeK)ISAPHO-2EHeMUYeCKOl U OUOXUMUYECKOU  OUASHOCMUKU, a4  makaice
uHmepnpemupyem noy4eHHvle pe3yabmamsl MOAEKYIAPHO-2EHEMUUECKUX UCCIe008AHU.

o PexomengoBano: mpuem (OCMOTp, KOHCYJbTalUsl) Bpaua-lieauaTpa MEpBUYHBIA H
MOBTOPHBIM BCEM MallMEHTaM C KJIMHUYECKUMHU Mpu3HakaMu, xapaktepHsivu st Hb u HCI, ¢
EJBbI0 OIEHKH O0IIEr0 COMaTHIECKOT0 310pOBbs [50].

YpoBens yoeauteabHocTu pekoMenaannii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
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° PexomengoBano: mpuemM (OCMOTpP, KOHCYJbTAIMS) Bpaya-HEBPOJIOTa TEPBUYHBIA U
MOBTOPHBIN BCEM MALIMEHTAM C KIIMHUYECKUMU NpU3HaKaMmu, xapakrepHsiMu s Hb u HCT, npu
MIOJIO3PEHIH WIIN HATMYUH HEBPOJIIOTUIECKUX HAPYIICHHUH C [IETbI0 CBOCBPEMEHHOM JIMarHOCTHKH
Y JIeYeHUd BhIsIBIICHHOU matosioruu [31, 50].
YpoBensb yoenureabHocTH pekoMeHAanuii C (ypoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB — 5).
Kommenmapuu: ¢ pannem gospacme 6 601bUlUHCMEE CLYYAe8 OMMEUAOMC MUOKTIOHUYECKUe
npucmynsl, Hepeoko ecmpeuaromces uHpanmuivHole cnazmol [20-22]. [Ipu oebrome 3abonesanus
8 NoOpOCMKOBOM 803pacme, MNeP8bIMU CUMNMOMAMYU ABIAIOMCA  MblUleyHdsi Cc1abocmo,
cnacmuyeckue napanapesvl [29]. B paoe ciyuaes 3a001e8aHus MaHugecmupyrom 3a0epiucKol
ncuxomomoproeo pazeumus. Lllkana Anvbepma momopnoco pazeumus MaaoeHyed npuseoena 6
npunodcenuu I'l. Unmepsanvt medxcoy susumamu O00JHCHbI ONPEOeNsimbCs UHOUBUOYAILHO C
yuemom 803pacma u maxicecmu 3a0071e6aHUs.
° PexoMeHnaoBaHo: mpueM (TECTUPOBAHME, KOHCYJbTAIMs) MEIUIIMHCKOTO IICHXOJIOra,
Bpaya (GU3NUECKO 1 peabMIMTaIlMOHHONW MEIUIIMHBI WIIM Bpaya, BRITOIHSIONIETO €ro (QyHKIIHIO
(cmenuanucTa MO MEIUIIMHCKOW peadbmiIuTaluu: Bpada MO JIeueOHOW (U3KYIbType W JIp.)
MEePBUYHBIA W TOBTOPHBIN; pa3pabOoTKa WHAMBUAYAIBLHON MporpaMMbl JeheKTOIOTUYECKON
peabunutanuu; pa3paboTka WHANBUAYATbHONH MPOTpamMMbl JIOTOMEAUYECKON peaduauTanuu
nanuentaMm ¢ Hb u HCT 1 ux cembsiM € 11eTb10 OKa3aHUs ICUXO0JIOTO-IeJarOTHYEeCKOM MOAACPHKKU
[65, 66].
YpoBenb yoeauTeabHOCTH pekoMeHnaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 5).
Kommenmapuu: Ilayuenmam Heobxo0umo mecmuposanue no ymeepicOeHHbIM MemoOuKam OJisl
onpeoeneHusi UHMENLNeKMyanbHo20 pazeumus. Ilcuxonocuueckas nomowb nayuenmam mModxcem
nompebo8amy Kypc 3aHAMULL 8 3a8UCUMOCMU OM UHOUBUOYATILHBIX 0COOeHHOCmel nayuenma u
cembll.
Yenyeu noconeoa:

® Meouxo-nozonedudeckoe ucciedosanue npu oucgacuu,

® Meouko-n10coneduyeckoe ucciedosanue npu aghazuu,;

® Meouko-n1oconeduyeckoe ucciedo8anue npu OU3apmpuL;

® Meouko-noeconeduyeckas npoyedypa npu oucpazuu;

® Meouxo-nozonedudeckas npoyedypa npu agasuu;

® Meouko-noconeduyeckas npoyedypa npu Ou3apmpuiL;

® Meouko-n102oneouyeckas MmoHANbHO-PUMMUYECKAsl NPOYeoypa,

® Meouxo-noeoneouyeckast npoyeoypa c UCNOIb308AHUEM UHMEPAaKMUBHbBIX

UHPOPMAYUOHHBIX MEXHONIO2UIL.
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2.5.2 InddepeHnnanLHass THATHOCTHKA

[TanmenTam ¢ KIMHUYECKUMU Mpu3HaKamu, xapakrepubivu uis Hb u HCT', Heo6xoaumo
npoBeaeHue JuddpepeHnaabHON TMarHOCTUKA C MEHUHTUTOM, IEPBUYHBIM UMMYHOJAEPUIIUTOM,
JHTEPONATUYECKUM aKPOJAEPMATUTOM, HEHPOCECHCOPHOM TYTOyXOCTbIO, ayTU3MOM, MUEJIONIATHEH,
aTpoduell 3pUTEIIBHOTO HepBa, CEOOPEHHBIM JIEPMAaTUTOM, HWH(PAHTWIBHBIMU CIIa3MaMH,
3a00JIeBaHUSAMU CIIEKTpa ONTHKOHepomuenuTa [50, 51].

Anroputm auddepennmanbaoil  auarHoctuku MHK ¢ npyrumm  3aboneBaHusMH,

accouMMpoBaHHBIMU ¢ u3MeHeHueM ypoBHa CSOH, npuseaens! Ha puc. 1b B npunoxenun b.

3. JleueHue, BKJIIOYAsi MeJUKAMEHTO3HYI0O U HeMeIMKAMEHTO3HYIO TepanuMu,
AMETOTEPANNI0, 00e300,1UBaHNEe, MEAUINHCKUE IOKA3AHUS U

NMPOTUBONMOKA3AHUA K IIPUMCHCHUIO METOAOB JICUCHUSA

OcHoBuble npuHiunel Tepanuu npu Hb m HCI' HampaBneHsl Ha mNpeaoTBpalleHue
METa0OJIMUECKOW  JeKOMIIeHCalluu  (MeTaboJIMYecKoro Kpusa), CHIXKEHHE 0Opa30BaHUs
TOKCUYHBIX OPraHMYECKUX KHCIOT, MNPEAYNPEXKIECHUN pPa3BUTUS TOKCHYECKOTO IOPAKEHUS
TKaHEeW TOJIOBHOTO MO3ra W BHYTPEHHHX OPraHOB, C OOECHEeUeHHUEM IPH STOM IPOLECCOB
HOPMAJIBHOTO POCTa U Pa3BUTHS JACTEH.

OcHoBHBIMU KOMIIOHEeHTaMU JiedyeHus manueHToB ¢ Hb u HCI sBnsitoTcs npenapaTthl Uin
CHEHMATU3UPOBAHHBIC TPOAYKTHl JUETUYECKOTO JIeYeOHOTO MUTAHUsS, COJepiKallie OHOTHH B
BBICOKHMX J103aX. [lo moka3aHusIM Ha3HA4yarOT MPOTHUBOSMMIENTHYECKHE Mpenapatrbl U JIpyrue
BU/JIbl CHMIITOMAaTUYECKOM TEPAIUU.

3.1 IlaToreHern4eckoe JeyeHue

° PexomennoBano: Ha3zHaueHue Tepanuu  #OmotuHoMm  (A11HAOS5) ngersm ¢
nonreepxkaeHHbIM nuarnozoM Hb u HCI' ¢ nenpio maroreHeTHdyeckoro Je4eHHsl, TO3UPOBKa
npenapata: 5-20 Mr, HO MoxeT norpedoBarbes 10 100 mr B cyTku [50, 72, 77, 78].
YpoBensb yoenuteabHOCTH pekoMen1anuii C (YpoBeHb 10CTOBEPHOCTH J0KA3ATEJIbCTB — 4).
KommenTapuu: y ecex odemeii ¢ xnunuveckumu nposgirenusmu HBE u HCI' npoucxooum
Vayuulenue nocie nedenuss #ouomunom 6 0oze 5-20 me 6 oenv. Bce nayuenmeol, gviasnennvie npu
npoeedeHUl HeOHAMAIbHO20 CKPUHUHeA ¢ AKMUBHOCMbIO buomuHudasvl menee 10%, 0ondcHul
noIYYams OUOMUH.

#Bbuomun - 006bIUHO GbINYCcKaemcs 6 ude mabaemok. Ymobwvr dame HoOUOMuUH MaadeHyy
unu pebeHKy M1aouie20 803pacma, maoblemKy MONCHO pPACMONOYb U CMeulams ¢ 2pPYOHbIM

MOJIOKOM UJIU CMECHLIO 8 JIOJHCKE, c)osamope Jlekapcecme uiu wnpuye MedlxllzﬂleCKOM UHBEKYUOHHOM.
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Cooepoicumoe mabremxu He ciedyem nomewams 8 OYmulLiouKy, HOMOMY YMO CMeCh NPUIUNHEM K
OYmMulI0YKe U/ UMY He CMOJCEm NPOUMU Yepe3 COCKY, Ymo npugeoem K HenoCMosHCmay 003.

Ha ¢one mepanuu #Houomunom npoucxooum HOpmaIuzayus memadoiudecKux
nokasamesnei u Kynupyomcs snuienmuyeckue npucmynsi. Pocm eonoc y doemeii ¢ anoneyuet
80300H06/I51eMCSl Yepe3 HECKOIbKO Hedellb Ul mecayes. Ampoghus spumenbHo20 Hepea u nomeps
CILYXa MO2YM COXPAHAMBCSA, 0COOEHHO eclu eyeHue OblLI0 Ha4amo no30HO HA YOHE BbIPANCEHHBIX
HEeBPOIOCUYECKUX HapyuieHutl. Y Oemell ¢ YaCMUYHbIM 0epuyumom OUOMUHUOAZbI CUMNIOMbL
MO2Yym RPOABNAMbCA NPU COCMOSAHUSAX, C8A3AHHBIX C NOBBIUUEHHBIM KAMAOOIUZMOM.

° PexomennoBaHo: HazHaueHue Tepanuu #0uornHoM (A11HAOS) nmanuenrtam crapiie 18
aer ¢ mnoarBepkAeHHBIM guarHosoM Hb uw HCI' u  gedumurom OHOTHHA C  IIENBIO
MaTOT€HETUYECKOTO JICYEHUs, J03UpOBKa npenapara 15-20 mr B cyTku [72, 74].

YpoBenb yoeaurTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 5).
° PexomengoBano HazHaueHue #ouotuHa (A11HAOS) getsam ¢ wactuynoii Hb B cyTouHoOM
no3e oT 1 10 10 Mr ¢ 11e/1bI0 MaTOTeHETHYECKOTO JIeueHUs [74].

YpoBeHnb yoeaurebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEJbCTB — 5).
° PexomeHa0BaHO Ha3HAUCHHE  CHEIMATU3UPOBAHHOTO  MPOAYKTAa  JIUETHYECKOIO
Je4eOHOr0 MHUTaHUA, COAEpIKAIIEro OMOTHH, JUIS JeTell ¢ 3a00JIeBaHUSIMH C TIOATBEPKICHHBIM
nuarno3oM Hb u HCT ¢ nienbro maroreneruueckoro jgedenus [64, 80].

YpoBeHnb yoeaurebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEJbCTB — 4).
Kommenmapuu: oosuposxa coznacrho uncmpyxkyuu. Konuuecmeo nonyuennozo pacmeopa 0nis
YHoOmpeOIeHUs U YaCmoma npuema HasHadaemcs 1e4aujum paiom 8 3a8UCUMOCHUY Om CIMAOUU U
msaxcecmu 3a0071€6aHUs.

3.1.1 Jleyenue manueHTOB B MEPHOI META00JNUYECKOT0 KPH3a

° PexomeHna0BaHO: He3aMeUIMTEILHO HAUYMHAThH JICUEHHWE METa0O0JMYeCKOro Kpusa IpH
YIpO3€ Wi B CIIy4yae ero BO3HUKHOBEHUS y BCEX MALIMEHTOB, C OATBEPKAECHHBIM nuarHo3omM Hb
n HCI' ¢ nenbto KynupoBaHUs COCTOSIHUS U IPEIOTBPALLICHHSI )KU3HEYTPOKAIOLIUX OCIIOKHEHUH.
B nepuox kpuzoB ans MOJaBieHHs KETOTeHe3a Ja)ke NPU HOPMaJIbHOM YpPOBHE TJIFOKO3bI
Heooxoaumo BBeaeHue BOSBAO3 pexcTpo3sr™® B kauecTBe HMCTOYHWKA YIIIeBOMOB. [lpum
cHikenun ypoBHs pH (<7,2) mpoBomsat BBeaenue BO5SCBO04 natpust ruapoxapOoHaTa*™* B
JIO3UPOBKE COTIACHO MHCTPYKIIUU: JETSIM JI0 5 JIeT BBOIAT | MOKB/KT B KOHIIEHTpAuu 42 Mr/mit
(0,5 MOxB/MIT), TpH HEOOXOIUMOCTH TOBTOPSIIOT yepe3 10 mun B 03¢ 0,5 MOKB/KT (CKOPOCTH
BBEJICHHS He OoJiee 1 MII/KI/MUH); IEeTAM cTapiie 5 JIeT BBOAAT 2-5 MOKB/KT B TeueHue 4-8 1 [73,
74].

YpoBens yoeauteabHocTu pekoMenaannii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
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Kommenmapuu: npu yzpose unu 6 ciyuae pazgumus Memadoauiecko2o Kpu3a ieyeHue 00IHCHO
HAYUHAMbCsl  He3aMeonumenvho. JleuebOnvlie meponpusmus HaAnpagieHvl HA NpeKpaujeHue
00pazo6anuss U HAKONAEHUS MOKCUYHBIX OPSAHUYECKUX COeOUHEHUll U 6blge0eHue Ux Uu3z
opeanuzma. Taxmuka neuenus demeii 8 NepuUOO Kpu3a 6KIOUAEm KOPPEKYUio MemaboruyecKo2o
ayuoo3a u 800HO-2NEKMPOIUMHBIX HAPYUIEHUL, 4 MAKIce dHepLemuyeckyio noooepacky. Ilpu
yepose uau 8 cayuae pazeumus Memaboiuuecko2o Kpuza HeobXoouma IKCHMPEeHHAs
20CHUMANU3AYUs C Yenbl0 He3aMeONUMeNbHO20 NPOeOeHUs UHMEHCUBHOU mepanuu U
nPeoomepaueHUst HCUIHEY2POACATOUWUX OCTIONCHEHUI.

Jleuenue memabonuuecko2o Kpuza npogooumcsi 8 omoeeHul peanuMayu UHMeHCUGHO
mepanuu  8paAvyOM-aHeCme3uonI020M-PeaHUMamonocoM, A makdxce Opy2uUMu  8paiamu-
cneyuanucmamu (8pau-Hegponoe, 8pay-HePponoz, epay-2acmposnmeponoe u op.). Ilpu smom
cnedyem npogooums MOHUMOPUHZS KUCTIOMHO-OCHOBHO20 COCMOAHUA U IJIEKMPOIUMO8, Ymoobl
uzbedcamv cunepHampuemMuu u 2unoKaluemuu. B madgcenvix cnyuasx modxcem nompeoo8amucsi
nepumoHeanbHulil OUAIU3 ULU UCKYCCMBEHHAS 6EHMUNIAYUS NESKUX.

3.2 CuMnToMaTnyeckoe JeuyeHue

CumnToMaTrdecKkoe JeUeHNne Ha3HAYaeTCsl 10 MOKa3aHUsAM CIICIHAIUCTOB (CM. pazzaen 5.1)
3.3 Xupypruueckoe JieieHHe

o PexomengoBano: koxseapHass umiutantanus nauumeHtam ¢ Hb u HCI, crpanarommm
HEUPOCEHCOPHOM TYTOYXOCThIO, C IIEJIbI0 BOCCTAHOBIICHHIO ciiyXa [64].

YpoBensb yoenureabHocTH pekoMeHAanuii C (YypoBeHb 10CTOBEPHOCTH /I0KA3aTeJIbCTB — 5).

3.4 O6e300aMBaHuE

CrierinanbHble METOIbI 00€300IMBaHUS HE MPEyCMOTPEHBI.

4. MequuuHCKasi peadWIUTAIUS U CAHATOPHO-KYPOPTHOE JieYeHue,
MeIMIUHCKNE MOKA3AHUSA U NPOTUBONOKA3AHNS K IPUMEHEHHI0 METO/10B
MeJIMIUHCKON peadINTAMU, B TOM YHCJIe OCHOBAHHBIX HA UCIOJIb30BAHNH
NPUPOIHBIX Jie4eOHBbIX (PAKTOPOB

Cneyugpuuecxou peadbunumayuu nayuenmam ¢ MHK wne mpebyemcs. B kpye
peabunumayuoHusvix meponpusmuii nayuenmam ¢ MHK mozym Ovimv 6KitOueHbl 3aHAMUS C
NCUXONO2OM/HEUPONCUXOSIOCOM, J102ONE0OM-0eheKmMOoI020M, OMObIX 6 CHEeYUATUSUPOBAHHBIX
caHamopusx, a makdce COYUATbHASL A0anmayus ¢ y4acmuem CHReyuaiucmos U COYUAIbHbIX

PAbOMHUKO8, KYPCbl MACCANCA.

5. IIpodpunakTka u AUCNAHCEPHOE HADJIIeHHe, MeAUINHCKUE OKA3AHUSA U

NMPOTUBONOKA3aHUA K IPUMECHCHHUIO METO/10B HpO(l)I/IJIaKTI/IKI/I
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5.1 llpodunaakTuka

Iayuenmam ¢ Hb u HCI' cnedyem npoodums npo@uiakmuiecKyro 8aKyuHayuio 6
coomeemcmeuy ¢ HAYUOHAbHbIM KANeHOapeM NpoQUIAKMUYECKUX NPUBUBOK, BKIIOYASL
BAKYUHAYUIO NPOMUE 2PUNNA U DPOMABUPYCHOU UHGeKyuu, ¢ cobarooeHueM 603PACMHbBIX
02PAHUYEHUN UMMYHOOUONIOSUYECKUX Npenapamos Ha QoHe cmpo2o2o 6bINOIHEHUS l1eYeOHbIX
HA3HAYeHUl ¢ Yeavio hopmuposanus d¢hhekmuenoco UMMYHHO20 Omeema U npeoomepauieHus
passumus Memaooauieckux Kpuzos. Bakyunayuro yenecoobpasHo npogooums nod KOHmMpoiem
CReYUanucmos, UMerwWux onvlm pabomsl ¢ nAyueHmamu ¢ memaborudeckumu bonesuamu. B
HOCMBAKYUHATILHOM nepuooe ciedyem NPUCMAIbHO HAOII00amb 3a NPUSUMBIMU C NOBMOPHLIM
usmepenuem memnepamypul meda.

Hayuenmam ¢ HB u HCI” maxaice credyem uzdecams ynompeoienusi Colpbix sauy, max KaxK
OHU coOdepoicam aBUOUH — SAUYHBLL DENOK, KOMOPblU C8A3bl8aem OUOMUH, MeM CAMbIM CHUNCASA
e20 buodocmynrocms [70].

o PexomengoBano: mnpuem (OCMOTp, KOHCY/IbTallMs) Bpaya-T€HETHKA IEPBUYHBIA U
MOBTOPHBIN, TTPH HE0OXoauMocTH, nanueHty ¢ nuarao3oM Hb m HCI unu ero odurmansHbIM
IIPEJICTABUTENSAM C LIEJIBIO POBENECHUS MEANKO-TEHETUYECKOT0 KOHCYIbTHpoBanus [50, 74].
YpoBens yoeauteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
Kommenmapuu: xax u npu opyaux aymocomno-peyeccusnvix 3abonesanusix, npu Hb u HCI ona
Kaxcool OepeMeHHOCMU pPUCK podxcOeHus pebenka cocmaeisem 25%. Ilpenamanvuas
ouasHocmuxa 3a001e8anuli, Komopvie nodoarmcs 3PoexmusHol mepanuu, 603MON*CHA, HO
IMuyecKyu coMmHumenvHa. Pewenue o ee nposederuu 00aHCHO ObiMb NPUHAMO NOCe HOOPOOHO2O0
obcydcoeHus ¢ cemveli gcex puckos. llosmopmuwiili npuem modxcem Ovlmb HEOOX0OUM C Yeblo
00CyIHCOeHUs Pe3yIbmamos UCCIe008AHULL U ONPedesieHUs MAKMUKU OalbHeluel OUAZHOCIUKU,
npu Heo6x00UMOCHIU.

o PexomengoBano: mnpuem (OCMOTp, KOHCYJIbTAlMs) Bpaya-HEBPOJIOTa IEPBUYHBIA M
noBTopHb mamueHtamM ¢ Hb w HCI' npu Hamuumu mnoka3aHuid ¢ IEJbI0 Ha3HAYCHHS
cuMnTomMaTuyeckoro jgedeHus 50, 69].

YpoBensb yoenureabHocTH pekoMeHAanuii C (YypoBeHb 10CTOBEPHOCTH /I0KA3aTeJIbCTB — 5).
KommenTapuu: ne peoce 1 paza 6 6 mecayes.

o PexomengoBaHo: npuem (0OCMOTp, KOHCYJIbTAllUsl) Bpadya-oPTaJbMOJIOra NEpBUYHBIA U
noBTopHbId mamueHtam ¢ Hb w HCI' npu Hanuuum mnoka3aHuid C 1EJbI0 Ha3HAYCHUS
CUMITOMATHUYECKOTO JedeHus [26, 50, 69].

YpoBens yoeauteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).

KommenTapum: ne pexce 1 paza 6 6 mecsyes.
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° PexomengoBano: IpUEM (ocmortp, KOHCYJIbTALHS) Bpayva-cypzoJora-
OTOPHMHOJIApUHTOJIOra NepBUYHBIA M TNOBTOpHbIM namueHtaMm ¢ Hb u HCI' npm nHanmmuuu
MIOKa3aHUM C LEIbI0 HA3HAYEHUS CHUMIITOMAaTHYECKOIrO JIe4eHHWs. Bpad-oTOpHHOIApUHIOJIOT
IIPOBOAMT  CIEAYIOIIME JUATHOCTHMYECKHE HCCICNOBAHUA:  HCCICNOBAHUE  BBI3BAHHOMU
OTOAaKyCTMYECKOM HMHUCCHM;, TOHAJbHAas ayJUOMETpHUsS, peueBas ayIJUOMETpHs, HIpOBas
ayJIMOMETpUsl; PETUCTpalMsl BBI3BAHHBIX AKyCTHUECKMX OTBETOB MO3ra Ha IIOCTOSIHHBIE
MoynrpoBaHHbIe TOHBI (ASSR TecT) npu oTcyTCTBHM 3KCCyAaTUBHOTO oTuTa). [50, 69].
YpoBenb yoeaurTeabHOCTH pekoMeHnaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 5).
KommenTapumn: ne peoice I pasa 6 6 mecayes.

5.2 IucnancepHoe HAQJI0ACHHE

Eoscecoono nayuenmor ¢ yemanosnenuvim ouacnozom HE u HCI' dondrcubt npoxooumo
yenyonenHyto oucnawcepuzayuio. s HaOmMooeHuss nayueHmos HeobXxooumo HnpumeHeHue
MYTbMUOUCYUNTUHAPHO20 NOOX00d 88UAY MO20, YMO OaHHble 3a00Ne8anUsl XapaKmepuszyomcs
nOpadiceHuemM MHO2UX Op2aHO8 U CUCMeM, 4YMO 6 C80I 0yepedb OUKMyem HeoOX0O0UMOCMmb
CO8MeCmHO20 8edenus nayuenma cneyuarucmamu pasuvix npogunei. C yenvlo obecneuenus
KOMNIIEKCHOU mepanuu U C80eBPEeMEHHOU eé KOppeKyuu npu HeoOX0O0UMOCMuU NOKA3AHb]
nepsuyHvle U NOBMOPHLIE KOHCYIbMAYUU BPAYA-2eHeMUKA, 8payd-opmanbMonoed, 6pavd-
Hesponoea, 6paia-cypooso2a-omopuHoOIapuHeonoea, epaia-neouampa/ epava-mepanesma/
epaua ooujeli npaKmuKu (Cemetino20 8paya), 6paia-o0epmamoseHeposozd, 8pava no MeOUYUHCKoU
peadbunumayuu, 8pava Guauueckol U peadurumayuoHHoOU MeOUYUHbl, a MakKdice epadell Opyeux
cneyuanvrHocmetl nayuenmam ¢ Hb u HCI', umerowum napyuienus yHKyuii coomeemcmeyioujux
Op2aHO8 U CUCTEM.

llayuenmovl ¢ cumnmomamu4eckol dSnunencuell HyHcoarmcs 6 HabnrooeHuu epaya-
He8po02a ¢ ONbLIMOM pabomvl ¢ NAYUEHMAMU C INULENCUE.

Taxoice ocywecmansaiomes Heobxooumsle peadburumayuontvlie meponpuamus. Pooumenu
O0JICHLL ObLIMb 00YYeHbl NPABUNAM OP2AHUZAYUU MEPANUU 6 MENCNPUCTIYIHBIN Nepuoo U 6
nepuood yepo3vl Memabonuuecko2o Kpusa. Y pebemka npu cebe 8ce20a OONNCHA HAXOOUMbBCSL
naMAmMKa € YKA3AHUEeM  HEOMJONCHbIX — MepONpusmuii 8 Nepuoo  HAYUHAIOWEe20Cs
Memabonu4ecko2o Kpusa.

° PexoMeHnaoBaHo: npueM (OCMOTp, KOHCYJIbTAIlMs) Bpada-Tlieguarpa Wi Bpaya-reHeTHKa
nepBUuYHbIM U noBTOpHBIA BeceM AeTsiM ¢ Hb u HCI' ¢ nenblo Ha3HaueHHs MaTOreHETUYEeCKOM
Tepanuy U Jajiee ee KOPPeKIuu mpu Heooxoaumoctu [S0].

YpoBensb yoenureabHocTH pekoMeHAanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTeJIbCTB — 5).
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Kommenmapuu: unmepsanvi mexncoy 6usumamu OO0NHCHbI ONPEOeNimbCs UHOUBUOVAILHO C
yuemom gozpacma, maxcecmu 3a001e6anus, cmadulbHOCMU 00MeHAd 8ewecms U coON00eHUs
ouemomepanuu.

° PexomeHnaoBaHo: qucaHCEpHBIN MPUEM (OCMOTpP, KOHCYJIbTAIMs) Bpaya-reHeTHKa BCEM
nanyMeHTaMm ¢ noarBepxkaeHHbIM nuarHo3oM Hb m HCI' ¢ menbto MOHUTOpPHHIA COCTOSIHMS,
KOHTPOJISI JICYCHHUS U €TO CBOCBPEMEHHOW KOPPEKIIUHU, TIPU HE0OXoauMocTH [74].

YpoBens yoeaurteabHocTu pekoMenaannii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
Kommenmapuu: ne pesxce 1 pasza 6 200 unu uauje, npu Heo6xo0UMOCmu.

° PexomMeH10BaHoO: TUCTIAHCEPHBIN MpreM (OCMOTp, KOHCYNIbTAalKs) Bpaya-opTalbMOoIora
nanueHTaM ¢ quariozoM Hb n HCT' nmpu Hanuumuu nopo3peHuil Ha mopaskeHue opraHa 3peHus, B
TOM YHCJI€ BO3MOXKHOTO Pa3BUTHs aTpodUU 3pUTEITHLHOTO HepBa [26, 74].

YpoBenb yoeaurTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH I0KA3aTeJILCTB — 5).
Kommenmapuu: ne pesxce I paza 6 200 unu uawje, npu Heob6xo0umocmu.

° PexoMeHa0BaHO: NMCIIAHCEPHBINM MpHEM (OCMOTP, KOHCYJbTAIlMs) Bpada-HEBpOJOra
nanentam ¢ nuarHo3oMm Hb m HCI' ¢ menbi0 MOHUTOpPHHTa COCTOSIHUSI U CBOCBPEMEHHOTO
BBISIBJICHUSA MMATOJIOTMU HEPBHOM cucTeMsl [S0].

YpoBensb yoeaureabHocTH pekoMeHAanuii C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTeJIbCTB — 5).
Kommenmapuu: ne pesice 1 paza 6 200 unu wauje, npu Heobxo0uUMoCcmu.

° PexomeHnaoBaHo: aucriaHCepHBI MpueM (OCMOTp, KOHCYNIbTallMs) Bpauya CypAojora-
OTOpHMHOJIapUHroyiora nanueHTaM ¢ nuario3om Hb u HCI' ¢ 11e51b10 MOHUTOpPUHTA COCTOSIHUS U
CBOEBPEMEHHOTI'O BBISIBIICHUSI HAPYIICHUS ciryxa [74].

YpoBens yoeauteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).

Kommenmapuu: ne pesxce 1 pasa 6 200 unu yawje, npu Heob6xo0uMoCmu.

° PexoMeHa0BaHO: 0OMIMI (KIIMHUYECKHUI) aHAJIN3 KPOBH Pa3BEPHYTHIN BCEM IMAIIMEHTAM C
muarnozoM Hb u HCT ¢ nenbio BIIBIEHUS HEUTPOTIEHUU, TPOMOOIIUTONIEHUH, MTAHIIUTONICHHUH,
anemuu [58, 59].

YpoBens yoeaurteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 4).

Kommenmapuu: Oowuii (Kiunuueckutl) pazeepHymolil AHAIU3 KPOSU KOHMPOIUPYEMCS He pece
1 pa3za 6 200.

° PexoMeH10BaHO: aHAIIN3 KPOBU OMOXUMHUYECKUH O0IIETepaneBTUIECKUIA; UCCIIEIOBaHHUE
YPOBHS alibOyMUHA, TITIOKO3BI, 00I1ero Oenka, oomero OumupyonHa, CBOOOTHOTO U CBSI3aHHOTO
OunupyOMHa, MOYEBMHBI, KpeaTWHUHA, Kallus, HATpusi B KPOBH; ONpEJEICHHE AKTUBHOCTH
acnmapraTaMuHOTpaHc(epasbl, alaHMHaMUHOTpaHCc(epasbl, TramMma-TITaMuITpaHcdepasbl B
kpoBu nanuentam ¢ quaraozom Hb u HCT' ¢ nienbio BeIsiBIeHUs opaskeHust neuenu 58, 60-62].

YposeHnb yoenuresbHocTH pekoMenanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 5).
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Kommenmapuu: Ananus xkposu buoxumuueckuii obujemepanesmuyeckui KOHmpOoIupyemcs He
peace 1 pasa 6 200.

° PexomeH10BaHO: KOMIUIEKCHOE OINpE/ENICHNE KOHILIEHTpPAlUM Ha aMUHOKHUCIOTHI M
AIWIKapHUTUHBI B KPOBH METOIOM TaHAEMHOM MacC-CIIEKTPOMETPHUM MALMEHTaM C JUArHO30M
Hb n HCT' ¢ nensto koHTpoJIs Tepanuu [55].

YpoBens yoeauteabHocTu pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 4).
Kommenmapuu: Yposnu C50H 6 kposu 6 pezyromame nieduerus 00N4CHbL OblMb 6 HopMe.

° PexoMeH10BaHO: 0OHApyXKeHHE KETOHOBBIX TEJ B MOYE MareHTam ¢ nuarso3om Hb u
HCI' ¢ nenpro CBOEBpPEMEHHOM KOpPPEKLUMHM TEpanuyd NpHU IOAO3PEHUH HAa Ppa3BUTHE
MeTabomueckoro kpusa [58].

YpoBens yoeaurteabHocTu pexoMenaannii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 5).
Kommenmapuu: Kpamnocms nposedenuss ananu3o6 3a6Ucum om coCMmOsHUsL NayueHmad.

° PexoMeHn10BaHo: ncciieioBaHNE YPOBHs BOAOPOAHBIX HOHOB (pH) KpoBH, nccienoBanue
ypoBHs Oy(QepHbIX BemecTB B KpoBu mamueHTam ¢ guarHozoMm HBb uw HCI ¢ menbro
CBOEBPEMEHHOI KOPPEKIMH TEPAINUU NP MOJO3PEHNHN HAa Pa3BUTUE META0OINUECKOro KpH3a [75,
76].

Yposens yoenureabHocTu pekoMenaannii C (YypoBeHb 10CTOBEPHOCTH J0KA3ATEJILCTB — 4).
Kommenmapuu: kpamnocms npogedeHus: aHaIU308 3a8UCUM oM cOCMOANHUA NAYUEHMA.

o PexomMeH10BaHO: KOMIUIEKCHOE OIIPENEICHUE COAEPKAHNUS OPraHMUECKUX KUCIIOT B MOU€E
nanueHtaMm ¢ auarHosoM Hb u HCI' ¢ nenbio cBOeBpeMEHHOro BBISBIECHUS META0OINYECKUX
HapYIICHUH U TIPEIOTBPAICHUS PA3BUTH METaOOIMIECKOTO KpHu3a [56].

YpoBeHb yOeAuTEeIbHOCTH peKoMeHAannii B (YpoBeHb 10CTOBEPHOCTH A0KA3aTENbCTB — 3).

meuenmapuu: KpaI’I’ZHOCWZb npoeedenuﬂ AHAJIU306 3a6uUcum om COCMOAHUA nAyueHmada.

6. Opranusanusi oKa3aHusi MeIUIIUHCKOH MOMOIIH
[Tokazanus A5 TIIAHOBOM FOCHUTAIM3AIMN B METUITMHCKYIO OPTaHU3AIHIO:

1. TlpoBeneHWEe MUATHOCTUKU W JICUSHHsS, TPEOYIOIIHE TPOIOJKUTEIBHOTO (IHEBHOE WIIH
KPYTJIOCYTOYHOE TpeObIBaHNE) MEAUIIMHCKOTO HAOMIOACHUSI U MOHUTOPUHIA KIMHUKO-
7a00paTOPHBIX IMOKa3aTeNeH;

2. HeoOXxoauMOCTb TpPOBEICHUS pPA3NIUYHBIX BHJOB OSKCIEPTU3 MM OOCIEIOBaHHS B
MEIUIIUHCKONH OpraHW3aldd TMPH HEBO3MOXKHOCTH TPOBEICHUS HMX B aMOyJIaTOPHBIX
YCIIOBUSIX (B  ToMm qucIie oopmiteHne 3aKITFOYCHHUS (benepanpHOTO
KOHCHUJIMyMa/BpadeOHOH KOMHUCCHUH).

ITokazanus JJIA BKCTpeHHOfI rocnvTain3ani B MCAUIUHCKYIO OpraHu3alnio:
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1. Octpeie yrpoxaromue Uis KHU3HU U Pa3BUTHSL OCIOKHEHHUH COCTOSHUS, TpeOyrolue
HCOTJIOXHOTI'O JICUCHHUA, B TOM YHCJIC MHTEHCUBHOU TCpalru, a TAKIKC KPYyriioCyTO4YHOIo
MEIUIIMHCKOI'O Ha6J'HOI[€HI/I$I U TOPOBCIACHUA CIICHUAJIBHBIX BH/I0B O6CH€}10B&HI/I${ n
JICUYCHUS.

[loka3aHus K BBINHUCKE MAIlUEHTA U3 MEIULIMHCKOW OpraHu3aluu:

1. OtcyTcTBHE yrpo3bl JUISl )KU3HU MMALMEHTa U YTPO3bl Pa3BUTUS OCIOKHEHUH, TPeOyIOIuX
HCOTJIOKHOTO JICUCHUA 110 3aBCPIICHUN JUATHOCTUICCKUX MepOHpI/ISITI/Iﬁ.

2. Crabunu3amusi COCTOSIHMSI W OCHOBHBIX  KJIMHHKO-71a00paTOpPHBIX — TOKa3aresei
MaTOJIOTUYECKOT0  MpOIecca, OTCYTCTBHE HEOOXOAMMOCTH B  MPOJOIIKHUTEIHEHOM
MEAUIIMHCKOM HAOIIO/IEHUH (THEBHOE MJIM KPYTJIOCYTOYHOE MPEObIBAaHUE);

3. BrimonHeHn 1mia” O6CJ'I€I[OBaHI/I$I U JICUCHUA TMaluCHTa, MJaHbl PCEKOMCHAAUOWH 110
JanbHeNIeMy HaOJI0IEHUIO U JICYEHHUIO.

4. HeoOxoauMmocTh TMepeBojAa TMAalMeHTa B APYroe MEIUIIMHCKOE YUYPEKICHHE WU

YUPESIKACHHE COLMATBHOTO 00eCIICUeHUS.

7. JonosiHuTebHAst HHPopManus (B TOM 4ucie GaKkTopbl, BJAUSIOIINE HA

HCXO0/] 3200/1€BAHUS UJIM COCTOSTHMS)

IIporHo3 cocTosiHus M ypPOBHA ICUXWYECKOTO Pa3BUTHS NALMEHTA 3aBUCUT OT TSHKECTU
3a00JeBaHMs, a TAKXKe CPOKOB Hayasla Crieuan3upOBaHHOM Teparnuu.

[Tpu cBOEBpeMEHHOMN KOPPEKIMH 1 TPOPUIAKTHKE META0OIMYECKIX KPU30B, COOIOICHUN
U CTPOrOM KOHTPOJIE MATON€HETUYECKON Tepanuyi U CUMIITOMAaTHYECKOIO JIEUEHHsI TPOTHO3 JJIS
’KM3HU OJIarONPUSATHBIH.

IIpn CBOEBPEMEHHO HA4yaTOM JIEYCHUU CHUMITOMBI, KakK IIPaBHUIIO, OTCYTCTBYIOT.
OtcyrerBue Tepanuu npu TotanbHoil Hb u HCI' npuBoauT K HEBPOJIOTMUECKUM OCIIOKHEHUSIM,
BKJIFOYAas ~ YMCTBEHHYIO  OTCTaJOCTh, HAapyUIEHUS  CO3HaHUSA  BIUIOTb  JO  KOMBI,
(apMaKkOpe3NCTEHTHON AMUIIETICUU.

OpauM M3 BakHEWIIMX noaxonoB Kk panHed auarHoctuke Hb u HCI aBnsiercs ckpuHuUHT
HoBopokaeHHbIX. HBb m HCI' cooTBETCTBYIOT KpUTEpHSIM BKJIIOUEHHS B CKPUHUHI
HOBOPOXJCHHBIX W IIPOBOJUTCA BO MHOIMX CTpaHax MHpa, B TOM 4ucie, B Poccuiickoit

denepanuu.

Kpurepuu oieHKH KauyecTBa MeAUIMHCKON MOMOIIM

Ouenka
Ne Kpurepun kavyectBa
BbINOJTHEHUS
1. | [IpoBeneno ompeneneHre aKTUBHOCTH OMOTHHHUIA3bl HOBOPOXKIECHHOMY TIO na/ver
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nporpamMme HEOHATAJIbHOTO CKPUHUHI'A HAa HACJICACTBCHHBIC 3a00J1eBaHUs

HpOBeI[CHO KOMIIJICKCHOC OIMPECACIICHUC KOHIICHTpAIN Ha aMUHOKHUCJIOTEL U
AUJIKAPHUTUHBI B KpPOBH MCTOAOM TaHIleMHOﬁ MacCC-CIICKTPOMETPUHN Ila/HeT

MalnyveHTaM ¢ KIMHUYECKUMHU MpU3HakaMu, xapaktepabivu 11t Hb u HCT

HpOBe,I[CHO KOMIIJICKCHOC OIMPCACIICHNEC COACPKAHUA OPIraHUICCKUX KUCJIIOT B
MOYC MAalUCHTAM C KIIMHUYCCKUMU NPU3HAKAMU, XAPAKTCPHBIMU JI1 Hb u ):[a/HeT

HCT

[IpoBeneHo onpeneneHrne akTHBHOCTH OMOTHHUIA3bl B KPOBU BCEM
nAa/mer
NanUeHTaM ¢ KIMHUYEeCKUMHU MTpU3HaKaMu, XapakTepHbiMu J11si Hb

HpOBe,I[CH MOJICKYJIAIPHO-TCHECTUYCCKOC UCCIICJOBAHUC BAPHAHTOB
HYKHCOTHI[HOﬁ IMOCJIEIOBATEILHOCTH B reHe BTD BceM IalueHTaM co ):[a/HeT

CHIDKEHHOHM aKTMBHOCTBIO (hepMeHTa OMOTHHH A3k

[TpoBeaeH MONEKYISIPHO-TEHETUIECKOE MCCIIEIOBAHNE BAPUAHTOB

HykJieoTuiHOU nocnenoBarenbHocTy JIHK B rene HLCS Bcem nanueHTam ¢
aa/aer
HOpPMaJIbHON aKTUBHOCTHIO (pepMEHTa OMOTHHHIA3bl, HO C OMOXUMUYECKUMU

W3MEHEHUsIMH, XapakTepHbimu 111 HCT

[IpoBenen npuem (OCMOTp, KOHCYJIbTALIMS ) Bpaua-reHeTHKA IEPBUYHBIN U
MOBTOPHBIN BCEM IMAIMEHTAM C KIMHHYECKUMU TIPU3HAKAMH, XapaKTePHBIMHU na/ver

g Hb u HCT

Hasnauen OmoTHH / crienMaiu3upOBaHHBIN MUIIEBOM MPOTYKT
JUETHYECKOT0 JIEUEOHOT0 MUTAHUS JUIS MTAlMEHTOB ¢ 3a00JIEBAHUSIMU U na/uer
CHUHIPOMAaMH, COITPOBOKIAIOIIMMHUCS HEIOCTATOUHOCTHI0 OMOTHHUAA3bI

MalyeHTaM ¢ MoATBepkaeHHbIM aAuarsozoM Hb u HCT'

HpOBe,I[CHO JIeueHne MeTa00INIECKOr0O Kpu3a 1pHu yrpo3€ ujiun B Ci1y4dac €ro

BO3HHUKHOBCHUS Yy BCCX IMAIIUCHTOB, C ITOATBCPIKACHHBIM JHAIHO30M Hb u )la/HeT

HCT
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MeaumHckoi nomomu @I'BHY "Menuko-reHeTHuecKruii Hay4HbIN [IEHTP UM. aKaJeMUuKa
H. I1. boukoBa", Bpau-TeHETHK, WieH ACCOIUAIINN METUITMHCKIX TEHETUKOB.

2. baiinakoBa I'asimna BukTopoBHa, K.0.H., BeAYIUi HAYYHBIH COTPYIHUK JT1abOpaTOpun
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oxpanbl 3m0poBbsi aereit LIKb PAH, mpodeccop kadenpel menuatpum U JeTCKOM
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4. bapanosa Ilonmna BragumupoBHa, Hayunslid coTpyanuk LIKIT “Merabonom™ ®I'BHY
«MenyKo-reHeTHYeCKUii HayqHbli IEHTp uM. akageMuka H.I1.boukoBay.

5. bymyeBa Tarbsina BaagumupoBHa, n.Mm.H.,, DPI'AY "Hayunenii wemuuuHCKui
HCCIIEIOBATENILCKUM LIEHTP 310pOoBhs AeTei" M3 PO, uinen Accoruanuu 310pOBbe ACTEN U
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16.

17.
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CeuenoBa" Munsznpasa Poccuu (CeueHOBCKHIT YHUBEPCUTET).
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nenuaTpuu neauarpuyeckoro gaxkyiasrera PI'bOY BO «PHUMY um. H.U. Iuporosax»
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24. Cyoo0orun [Amurtpuii MuxaiijsioBuy, Bpau-renetuk ®I'BHY "Menuko-reHeTudeckuit
Hay4HbId 1EeHTp uM. akagemuka H. I1. boukoBa", mayunsiii cotpyauuk Jlaboparopuu
HEHUPOTrEeHETUKH.

25. Cymuna Mapus T'eHHaabeBHa, 3aBelIylOIIas OTAEICHUEM MEIUKO-T€HETHYECKOIO
KOHCYJIbTHpOBaHMs, Bpad-reHeTuk ['AY3 CsepmioBckoit ob6mactu  “KinnHuko-
JTUarHOCTHUYECKHUi IIeHTp “OxpaHa 3J0pOBbsSl MaTepu U peOCHKA.

26. Tapan Haraiua HwuxosaeBHa, K.M.H., CTapIIMi HAay4HbIA COTPYIHUK OTIEJICHUS
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KOTOpPBIIf HEOOXOIUMO OOHAPOI0BATH.

37



Ipunoxkenue A2. MetonoJiorusi pa3padoTKu KIMHUYECKHX PeKOMEeHIalui

Hacrosimue pexoMeHmanuu TpeqHa3HadeHbl Ui  TPUMEHEHUS  MEIMIINHCKUMHU
OpTaHM3aALUSAMHU U YIPEKACHUIMH (heIepaTbHBIX, TEPPUTOPHATBHBIX U MYyHHUIMITAIEHBIX OPTaHOB
yIOpaBJICHUS 3PaBOOXPAHEHHUEM, CHCTEM O0S3aTeNBbHOIO0 U JOOPOBOJIBHOTO MEIUIIMHCKOTO
CTpaxoBaHMs, IPYTUMU METUIIMHCKUMHU OPTaHU3alMsIMHU Pa3IMYHBIX OPTaHU3AIHOHHO-TIPAaBOBBIX
(bopM eATETFHOCTH, HAPABICHHOW Ha OKa3aHUE MEAUIIMHCKOW MTOMOIIIH.

KnuHuueckne pekoMeHJalMM CO3JaHbl HAa OCHOBAaHMM CHCTEMaTHYECKOro 0030pa
mureparypsl 1980-2023 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ uCnoip30BaHHEM CO3/IaHHBIX TIPOTOKOJIOB COBPEMEHHBIX MEKIYHAPOTHBIX
KJIMHUYECKNX PEKOMEHIAIMA 10 JUAarHOCTUKE, JIEYCHHWIO W BEACHUIO OOJNBHBIX C
MeTaboIMYeCKUMU OOIE3HIMU.

Hb u HCI' oTHOCATCS K pEeAKMM HACJIEICTBEHHBIM 3a00JIEBaHUSAM, YTO HCKIIIOYAeT
BO3MOXXHOCTh TPOBEACHUS OOJBIINX KOTOPTHBIX M PAaHAOMHU3UPOBAHHBIX KOHTPOIHPYEMBIX
UCCIICIOBAaHUIA W TSI CO3JAaHUSI TPOTOKOJIOB TUATHOCTHUKU M TEPANUHM HCIOJIB3YIOTCS JIHIIH
TEeMaTHYECKHE MCCIIEI0BaHNS IKCIIEPTOB, OMYOJINKOBAHHbIE B TIOCIIEIHUE ABA ACCATHICTHSL.

OreHka KadyecTBa JIOKAa3aTEeIbCTB M CHUJIBI PEKOMEHIAIWN NMPUMEHEHHUS MEIMIUHCKUX
TEXHOJIOTHI TPOBOIWIACH B COOTBETCTBUHM C YHH(DHIMPOBAHHOW IIKANOH, NMPUBEICHHOW B
tabmumax 1-3.

IeaeBast ayTuTOPHS JAHHBIX KINHHYECKHUX PEKOMEHIAIMI:

1. Bpauu oOmeit BpaueOHON MpaKTUKHU (CeMeiHbIe Bpaun);
Bpauu-neguatpsr;

Bpauu-tepaneBTs;

Bpauu-reneruku;

Bpauu-naboparopHble T€éHEeTHKH;

Bpauu-kapauosory;

Bpauu-nerckue kapAamoJiory;

Bpauu-aeBposoru;

Bpauu ¢pyHKIMOHATIBHON THArHOCTUKH;

= © ® N U oA WD

0. Bpauu-oTOpuHOJIAPUHTOJIOTH;

11. Bpauu-odransmonoru;

12. Bpauu mo MeIMIIMHCKOW peaduIuTaIiH;
13. Bpauu-cypaoy10ru-oTOpUHONAPUHT OJIOTH;
14. MenuIUHCKHE IICHXOJIOTH;

15. Ctyaentsl mequuuHckux BY30B;

16. O6yuatromuecs B OpAMHATYPE U aCIIUPAHTYPE.
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Taoauua 1. [lkana oneHkn ypoBHel 10cToBepHOCTH Joka3aTenbeTs (Y 1) st metonoB

JIMarHOCTUKH (AMAarHOCTUYCCKUX BMEIIATEIbCTR).

YA

Pacuugposka

Cucrtematnueckue 0030pbl UCCIEI0BAHUN C KOHTPOJIEM peepEeHCHBIM METOIOM WIIN
cUcTeMaTHYeCKHi 0030p paHJOMU3UPOBAHHBIX KIMHUYECKUX UCCIIEI0BAaHUM C

MMPUMCHCHUCM MCTAa-dHAJIN3a

OTtaenpHBIC UCCIIEIOBAHMS C KOHTPOJIEM pedepEeHCHBIM METOIOM HIIA OT/EIbHBIE
PaHIOMU3UPOBAHHBIC KIMHUYECKUE UCCIICOBAHUS U CUCTEMaTHYECKHUE 0030pbI
HCCIe0BaHUH JIFOOOTO TM3aiiHa, 3a UCKIIOUYEHUEM PaHIOMH3UPOBAaHHBIX

KIIMHHUYCCKHUX I/ICCJ'IG,Z[OBaHI/II‘/'I, C IPUMCHCHHUEM MCTa-aHaJInu3a

HccnegoBanus 0e3 MOCJICA0BATCIIbHOTO KOHTPOJIA pe(bepeHCHBIM METOJ0M HIIN
HCCICI0BaHUsA C pe(bepeHCHbIM MCTOA0M, HEC ABJIAIOINIMMCA HE3aBUCUMBIM OT
HCCICAYyEMOIr0 METoaa UJIM HEPAaHAOMU3HUPOBAHHBIC CPABHUTCIIbHBIC UCCIICIOBAaHNA, B

TOM YHUCJIE KOT'OPTHBIC UCCIICAOBAHHUA

4

HeCpaBHI/ITeJ'IBHLIe HcCjIea0BaHusd, OIIMCAHNEC KIIMHUYCECKOI'O ClIy4das

5

HmeeTcs nuinb 000CHOBAHKME MEXaHU3Ma JIEHCTBUS I MHEHUE OKCIICPTOB

Ta6auna 2. [llkana oueHkn ypoBHEH 10cTOBEepHOCTH Joka3aTenbcTs (Y 1) st meTonoB

HpO(bI/IJIaKTI/IKI/I, JICUCHUA, MGI[HIII/IHCKOﬁ pea6I/IJII/ITaIII/II/I, B TOM YHMCJIC OCHOBAHHBIX Ha

HCIIOJIb30BAaHUU MTPUPOJIHBIX JIEYCOHBIX (GaKTOPOB (MPOPUITAKTUIECKUX, JICUSOHBIX,

pea6I/IJ'II/ITaI_II/IOHHBIX BMeH_IaTeJIBCTB).

YA Pacuu¢poska
1 Cucremarnueckuit 0030p PKU ¢ npumenernem meta-aHanmsa
5 Otnensubie PKU 1 cuctematnueckue 0030pbl UCCIIEOBAHUN JTI000TO AM3aiiHa, 3a
uckimouennem PKU, ¢ npumeHenneM Mera-aHanmnsa
3 HepaHILOMI/ISI/IpOBaHHBIe CpPaBHUTCJIbHBIC UCCIICIOBAHUS, B T.U. KOTOPTHBIC
HCCIeIOBaHUS
4 HeCpaBHI/ITeHBHBIe HCCIICA0BAaHMA, OITMCAHNEC KIIMHUYCCKOTO ClIy4das WU CEprUn
CIIy4aeB, UCCIEIOBAHUS «CIy4ail-kOHTPOJIb
5 Nmeercs nuiis 000CHOBaHUE MEXaHU3Ma JACHCTBHS BMEIIATENbCTBA (JIOKITHHUYECKHE

I/ICCJIG,IIOBEIHI/ISI) HJIM MHCHUC DKCIICPTOB

Tabauna 3. [lkana onenku ypoBHel yoenutensHocT pekoMennauuii (YYP) aiis metonos

HpO(bI/I.]'IaKTI/IKI/I, JUAarHOCTUKH, JICUHCHU, M@)II/IHI/IHCKOI\/'I pea6I/IJ'II/ITaHI/II/I, B TOM YHCJIC

OCHOBAHHBIX Ha UCIIOJIb30BAHUU MTPUPOIHBIX JIeUeOHBIX (PakTOpoB (MPOPUIAKTHIECKUX,

Je4eOHBIX, peaOUTUTAIIMOHHBIX BMEIIATEIbCTB).
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YYP Pacungposka

CunbHas pekoMeHIaIus (Bce paccMaTpruBaeMble Kputepun 3QpPeKTUBHOCTH
(Mcx0/bl) ABISAIOTCSA BaKHBIMU, BCE MCCIIEOBAHNS UMEIOT BHICOKOE WIIN
YAOBJIETBOPUTENBHOE METOLOJIOTMUECKOE Ka4e€CTBO, X BBIBOJBI 110 HHTEPECYIOLIUM

Hcxogam sABJIIAIOTCA COFHaCOBaHHBIMI/I)

VYcnoBHast pekoMeHanus (He Bce paccMaTpuBaeMble Kputepuu 3¢ dekTuBHOCTH
(Mcxopl) ABISAIOTCA BaKHBIMU, HE BCE MCCIIEI0OBAHUS UMEIOT BBICOKOE MU
YAOBJIETBOPUTEIHHOE METOA0JIOTMUECKOE KAUeCTBO U/MIIM UX BBIBOJBI IO

HHTCPCCYIOUIUM UCXOAaM HEC ABJIAAIOTCA COFHaCOBaHHBIMI/I)

Cnabast pexomeHaanus (OTCyTCTBHE JOKAa3aTeNbCTB HAAJIEXKAIEro KayecTBa (Bce
paccmarpuBaeMbie kputepun 3 (HEKTUBHOCTH (MCXOIbI) SBISIOTCS HEBAKHBIMU, BCE
WCCIICIOBaHMS HMMCIOT HU3KOE METOJIOJIOTMYECKOE Ka4eCTBO M X BBIBOJIBI 1O

HUHTEPCCYIOIIUM UCXO0AaM HE ABJIAKOTCA COFHaCOBaHHBIMI/I)

IHopsinok 00HOBJIEHUS KIMHUYECKUX PEKOMEHIaM i

MexaHuzm OOHOBJICHUS KIMHUYCCKUX peKOMeH,Z[aL[I/Iﬁ npeaycMarpuBacT nux
CUCTCMATUYCCKYIO aKTyaJIM3allui0 HE PEKE, YEM OJJMH pa3 B TPU roaa, a TAKKE IMpU MOABJICHUU
HOBBIX JAaHHBIX C IIO3HIINH JIOKa3aTeHLHOﬁ MCIUIHWHBI 110 BOIpOCaM AJHArHOCTHUKH, JICUCHUA,
HpO(I)I/IJ'IaKTI/IKI/I u pea6I/IJ'II/ITaLII/II/I KOHKPCTHBIX 3360HeBaHI/II>'I, HAJIMYUHA  00OCHOBAHHBIX
HOHOHHCHHﬁ/3aMeanHﬁ K paHCC YTBCPIKACHHBIM KIMHUYCCKUM PECKOMCHAAIIUAM, HO HC Halllc 1

pasa B 6 MecsIIeB.

IIpunoxkenue A3. CipaBo4HbIe MATEPHAJIbI, BKJIOYasi COOTBETCTBHE
NMOKA3aHUH K NPUMEHEHHUIO U MPOTUBONOKA3aHMI, CI0CO00B NPUMEHEHUS U
103 JIEKAPCTBEHHBIX MPeNnapaToB, MHCTPYKIUH 110 PUMEHEHUI0

JIEKApPCTBCHHOI'O IIpeIapara

I. ®enepanbhblil 3akoH 0T 21.11.2011 N 323-D3 (pea. ot 28.12.2022) "O6 ocHOBaxX 0XpaHbl
30pOBbs TpaxkaaH B Poccuiickoit deaepanuu” (C u3M. U A0II., BCTyI. B cwty ¢ 11.01.2023).

2. [Tpuxa3 Munznpasa Poccun ot 21.04.2022 N 2741 "O6 yrBepxxaenuu [lopsiika okazaHus
MEAMIMHCKOW TOMOIIM MAallMeHTaM C BPOXACHHbBIMM W  (WIM) HAcleACTBEHHBIMU

3a00JieBaHuAMA".

3. [Ipuka3z MwunzapaBa Poccum ot 13.10.2017 N 804n (pen. ot 24.09.2020, ¢ u3M. oT

26.10.2022) "O06 yTBep:KIeHUH HOMEHKIATyphl MEAUIIUHCKUX yCiIyr".
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4. [Tpuka3 Munszapasa Poccun ot 10.05.2017 N 2031 "OO0 yTBEep:KI€HUN KPUTEPUEB OLIEHKU
KauyecTBa MEIUIIMHCKOM momomu".

5. [Ipukaz MunznpaBa Poccum ot 20.12.2012 N 1183 (pen. ot 04.09.2020) "O6
yTBepKAeHUH HoMEeHKIaTyphl JOMKHOCTEH MEAMIIMHCKUX PabOTHUKOB U (hapMalleBTHUECKUX
pabOTHUKOB".

6. [Tpuka3z Munsznpasa Poccuu ot 07.10.2015 N 700H (pexn. ot 09.12.2019) "O HoMeHknatype
CHEIHUAIbHOCTEH CHEIMAJMCTOB, UMEIOUIMX BBICIIEE MEIUIUHCKOE U (apMaleBTUYECKOE
obpazoBanHue".

7. [Tpuka3 MunzapaBa Poccun ot 28.02.2019 N 103n (pen. ot 23.06.2020) "O6
YTBEP)KJICHUH TOPSAIKAa U CPOKOB pa3pabOTKM KIMHHUYECKUX PEKOMEHAALUH, X HepecMoTpa,
TUTIOBOM (DOPMBI KITMHUYECKUX PEKOMEHIalluii 1 TPeOOBaHUI K UX CTPYKTYPE, COCTABY U HAYYHOI
000CHOBAaHHOCTH BKJIFOYaeMOW B KIIMHMYECKUE PEKOMEHIAMK HHpopMaruu'".

8. WNHdopmanus o 1eKapcTBEHHBIX cpescTBax: https://grls.rosminzdrav.ru/

9. MexnyHapoaHast Kiaccudukaius OoJie3HEW, TpaBM U COCTOSHUN, BIUSIONUX Ha

3nopoBrse (MKB — 10).

3a0op OmomaTepuajia il JMATHOCTUKH B NSITHAX KPOBHU
IToaroToBKa K B3ITHIO KPOBH

[ToaroTroBka K B3STHIO KPOBH CTaHAApTHA: METUIIMHCKUI MEPCOHAT JTOJDKEH COOII0IaTh
IpaBWjia CTEPWIBHOCTH, IPOTHpass MECTO TMPOKOJA CTEPUIbHOW can(eTKol, HCHOIb3ys
OJTHOPA30BbIE UTJIBI-CKapU(PUKATOPHI U TIEPUYATKH.

ITosryyeHue cyxoro nsiTHa KpoBH

Kak mpaBuiio, 171 Oay4YeHHs CyXuX MsATeH [ 72] KpoBb OEpyT U3 Malblia, TAK:Ke BO3MOXKHO
WCIIOJIb30BAaHUE BEHO3HOW KpoBHW, B3siTol u3 npobupku ¢ IJTA (B 3aBucUMOCTH OT
HCITOJIH3yEMBIX HAOOPOB).

Y HOBOPOKJIEHHBIX KPOBb HA HEOHATATBHBIA CKPUHUHT U PETECT OEpyT TOJIBKO U3 MATKHU, B
UCKITIOYUTENBHBIX CIIydasX — M3 Malblia (IPU HEBO3MOKHOCTHU B3STHSI KPOBU U3 TISITKHU).

MecTto nipokosna (TisiTKa, majel) cieayeT o0padoTaTs CTepUIbHON ca(eTKo, oce Yero
IIPOMOKHYTH CyX0ill cTepriibHOM canderkoil. [lepBas karuis, oOpa3oBaBIIascss HA MECTE POKOJIA,
HE HCIOJIb3YETCSl — €€ CTUPAIOT CyXUM BaTHBIM TammnoHoM. [locneayroiue Kamiu mooyepesHo
HAHOCAT B KPYT'M Ha BIUTHIBAIOIIYI0O MeMOpaHy TecT-Onanka. Kpyru Ha OnaHke JOJKHBI OBITH
MPOMUTaHBl PABHOMEPHO, HACKBO3b, 0€3 OCIBIX MATEH Ha 00paTHOW cTopoHe Omanka (puc. 11°3).
Jnst mosmydyenust ogHoro nsitHa Tpedyercs 80—100 Mk kposu. [locine HaHeceHUs KPOBH Ha TECT-
OnaHk oOpasell BBIACPKUBAIOT IO MOJHOTO BHICBIXaHHS B TEUYEHHE HE MEHee 2-X 4acoB IpH

KOMHATHOM TCMIICPATypEC, HC COIPUKACAACh C APYTUMHU tecT-Onankamu. Ilocie BBICYIIIMBAHUA
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TecT-OJIaHK! CKJIIAABbIBAOTCA B MHAUBHUAYAJIbHYIO YIIAKOBKY, HC COIIPHUKACAACh U HC HAKJIAAbIBASACh

MATHAMU KPOBH APYT Ha JIpyra.

$0000

He carpirmn sfinsry reorrmand oo e Ha aeor i 00at 66 A0SO Allid

*  Kannu AonkHel NOAHOCTEIO NPONKUTATE KPYXKW ¢ 06paTHOI CTOPOHBI
*  He kacaiiTeck 0613cTH, NPONMUTAHHON KPOBLID

Pucynok 11'3. Cyxue nsiTHa KpOBU Ha TeCT-OJIaHKE.

JUis  MOJEeKyNsIpHO-TeHETUYECKUX M OMOXMMHMUYECKHUX HCCIEIOBaHUM HE B paMKax
HEOHATAJIbHOIO CKPUHMHIA, TIOMUMO KaleJIbHOTO HAaHECEHUs, MOXKET NMPUMEHATHCS HAaHECEHUe
HEoO0XouMOro obbema IeIbHOW KpOBM Ha TeCT-OJaHK MOJTyaBTOMATHUECKUM J03aTOPOM,
HanpuMep, U3 MpoOUPKH, coAepKalllel aHAIU3UPyEMbII OMoMaTepral.

TpancnopTupoBKa TecT-0J1aHKOB OCYLIECTBIIETCS MpH TemriepaType He Boie 25°C [MP
CIIK].

AJITOPUTM JeHCTBHH MeIMIMHCKOI0 NePCOHAJIA NIPH B3ITHH 00Pa31ll0B KPOBH:

° BBIMBITh PYKH (TUTUEHUYECKUH YPOBEHbB), HAJIETh IEPUATKH;
° BBIMBITh PYKHU MAlMeHTa (MSATKY peOeHKa, B cliydae, €ClId KpOBb OepeTcst U3 MATKHU);
° npoTepeTb O00JIaCTh MPOKAJbIBAaHUS CTEPWIBHOW caneTKol, INPOMOKHYTh CyXOM

CTEpHIIBHOMN call(heTKOM; - MPOKOJIOTh CTEPUIIBHBIM OJTHOPA30BBIM CKapU(pUKATOPOM;

° CHSTh MEPBYIO KAILJII0 KPOBU CTEPUIIBHBIM CYXUM TaMIIOHOM;

° MSTKO HaJJaBUTh JJISl TIOJYyUYEHHS] BTOPOU KaIljId KPOBH;

° NPUIOKHUTh MEPIEHAUKYISIPHO TEeCT-OJaHK K Kaljle KpOBH M IPOIUTAaTh €ro KPOBbBIO
HAaCKBO3b;

o AQHAJIOTMYHBIM 00pa30M HAHECTHU Ha TeCT-OJaHK 6-8 Kamelb, BUJ MATEH KPOBH JIOJIKEH ObITh

OJIMHAKOBBIM C 00EUX CTOPOH.

° BBICYIINTh TeCT-OJJaHK B TOPHU3OHTAJIbHOM TOJIOKEHWHW HA YUCTOW 00e3KUpeHHON
MOBEPXHOCTH HE MeHee 4 4 0e3 NpUMEHEHMs TEeIIOBOM 0O0pabOTKHM M TOMaJaHUs MPSIMbIX
COJIHEUHBIX JIy4eH;

° yHakoBaTh TeCT-OJIAaHKM B UYHCTBHIM KOHBEPT TakuM 00pa3oM, yTOObI MSATHA KPOBU HE
COTIPUKACAIHCh.

OcoOennocT npu MH(pY3NOHHOH Tepanuu
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Hekotopble manmeHTHl MOTYT IMOJy4yaThb HMH(Y3MOHHYIO Tepamnuio, IepeauBaHue
KOMIIOHEHTOB KpPOBH, YTO MOJKET OKa3aThb BIIMSHUE Ha pe3ysbTaTel TecToB. Hampumep, mpu
NepeTUBAaHUU J1a3Mbl KPOBH MOTYT OBITh IOJYyUYEHBI JIOXKHOOTPULIATENIbHBIE PE3YJIbTaThl, TaK KakK
ornpenenseMble (PepMEHThI HAXOATCS B IJIa3Me U B KJIETKaX KpoBU. PeKoMeH1yeTcst OCyleCTBUTh
3a0op kpoBu ans pepmentHol n JIHK-mmarHocTuku He panee, uem uepe3 6-7 aHell mocie
NepeIuBaHus IU1a3Mbl KPOBH U yepe3 7-10 nHel nmocie nepennBaHns KOMIOHEHTOB KPOBH.

He nonyckaercs 3a00p KpoBH:

° cpa3zy 1ociie IpoBeIeHHs MAMEeHTy NH(PY3HMOHHON Tepanuu;
L Cpasy I0CJIe 3aMEHHOT0 NIEPEINBAHNS KPOBH.

XpaHeHHne U TPAHCIOPTHPOBKA OMoMaTepHaJia

OO0pa31bl BHICYIIEHHBIX MATEH KPOBU MOXHO XPaHUTh B OOBIYHOM Kamepe XOIOAWIbHUKA
npu +4°C no otnpaBku. Cpok XpaHEHHUSI O MOMEHTa OTIPABKU HE JIOJDKEH MPEBBIIIATh 7 JHEH.
Temneparypa npu TpaHCIOPTHPOBKe Oromarepuaia 1okHa ObTh 0T 0°C 10 +10°C. Eciau XpaHuTh
JoJblIe U Tpu OoJiee BBHICOKOM Temrmeparype, TO aKTUBHOCTh (pepMEHTa Jake B HOPME MOXKET

CHMXATBC, YTO MPUBCACT K JIOKHOIIOJIOKHUTCIBbHBIM PE3YJIbTATaM.

IIpuioxkenue b. AJropuTmsl A1eCTBHH Bpaya

ITpu BesBaenun Hb mnmn HCI' HeoOXoaumo BBI3BAaTh CEMBIO JUJII KOHCYJIBTAIlMU M TIPOBECTH
OCMOTp peOeHKa ¢ LEeNbl0 pelleHuss Bompoca O Trocnuranu3auuu. HoBopoxkaeHHble ¢
nono3perreM Ha Hb u HCI' (nmoBbiienne konuentpaunu C5S0OH) nojuiesxkar rocnurain3anuy B
OT/JIEJICHHE MTaTOJIOTUH HOBOPOKIEHHBIX WJIM peaHUMaIlii MHTEHCUBHOM Tepanuu (B 3aBUCUMOCTH
OT COCTOSIHUSI), TJi€ OCYILECTBJIAETCS B3STHE KPOBU Ul IPOBEIEHHUS PETecTa, OINpeesIeHUs
AKTUBHOCTH ()epMEHTOB OMOTMHUAA3BlI U CHHTETa3bl roJI0OKapOOKCHIIa3, a Takxke cOop oOpasios
MOYH Ul aHAJINM3a OPTaHWYECKHX KHUCIOT (00paslbl OTHPAaBIAIOT B pedepeHCHbIH 1eHTp). B
3aBHCUMOCTH OT aKTHUBHOCTH (DEPMEHTOB M pe3yJbTaTOB HUCCIEIOBAHUS OPraHUYECKUX KHCIOT
moun auario3 Hb u HCT" moxet ObITh OATBEpAK/1€H Ha OMOXMMHUECKOM YPOBHE MIIN YCTAHOBJICH
npyroit quarHo3 (puc. 1b). ITocne moiaydeHus: NOJ0KHUTENbHBIX PE3ylIbTaTOB HOBOPOXKJIECHHOTO
HE0OXO0JMMO HE3aMeJIMTEIbHO HANPaBUTh K CIIEHUANNCTY (Bpauyy-r€HETUKY, Bpady-IeauaTpy)
JUIsL Ha3HAYeHMsI TaTOTEHETHUECKON Tepanuu, MpOBEACHUs MOJITBEPXKIAIOUIeH TUarHOCTHKH, a
Takke OOy4YeHMs M KOHCYJbTUPOBaHHMS CEMbH M OpraHU3alMM JajbHEHIIEro HaOJIOJICHHUS.
[TonTBepkaromasl JUarHOCTHKAa BKIIFOYAET MOJIEKYJISIPHO-TEHETHUECKOE HMCCIIEJOBAHUE T'€HOB

BTD v HLCS, xoTopoe poBOUTCS B pehepeHCHOM IIEHTpE.
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[ AUWIKAPHWUTUHEl B BRICYLIEHHBIX NATHAX KPOBKW ]

C50H < 0,5 mxM/n

AE T
3-ruagpokck-3 MeTunrnyTapun-KoA

CS50H > 0,5 mxM/n

‘ KOHCYNLTALMA Bpaqda—re HeTH Ka ‘

PEWEeHWE BONPOCA ©

FOCNMTANN3a UMK nrasel,
3 -meTUnKpoTOHMN-KoA
J’ kapbokcunassl,
CMHTETa3kl Xonokapbokcunas

AKTMBHOCTE BMOTMHWAAZBI
OpraHUMYecKre KMCNOoThl MO4YK

|
v v

AKTUMBEHOCTE BMOTHMHMA A3 b ‘

‘ perecT ‘ MCK bi

AKTMBHOCTE BMOTHMHWAA3L B

CHUKEHA HOopMe
— Moua —
3 3-OH-3-MmeTunrnyraposas
S 3-0OH-M30BaNEepMaHOBAA KMCNOTA KncnoTaYr p
3-OH-NponNMoHOBaA KMCNOTA CnexkTp OpPraHMYeknx KMCNoT B
3—METMDKPOTOHMDT}TMMHH T 3—METVU'ITJ'IYTBPOBB)I KuonorTa R I -
3-0OH-un30BaNepHMaHOBan KMCNOTAa £ 3-MeTUN-INYTAKOHOBAA KMCNOTa L
ST MRS T 3-OH-nzoBanepraHOBaA KMCNOTA
3 -METUNKPOTOHMUATMMLKMH P
3-m ETUNKPOTOHWUATNWMULKMH
y
HEAGETATONHOCTE HEAOCTATOMHOCTE CHHTETAa3b! HEOpTs HOLTL
HE AOCTATOUHOCTE 3 -meTunkpoToHMn-KoA A o i 3-rugpokcmu—3
BMOTHHMAA3bI NOATEEPHAEHA KapBoKcKMnasbl nop,Tnpep)xp,eHa METHArNYTapKUn-KoA nuasel
NoATEEKAEHA NoATEERKAEHA
Ny o P i ¥
COMOCTABNEHHME PE3YNLTATOR
KOHCYNbLTALMA BpaYya-reHeTH Ka KIMHUYECKM X M NaBopaTopHbIx
HazHavYeHWe TepannwM AaHHBIX, NMCKOO4YEHWE owwnbok
npeaHanMTUYECKro 3Tana
= | FEHETMYECKAA NaHens | HeoaHO3HaAYH bIE PE3YNLTATE
MyTaumun PYHEHBI = = |
| (Nonck MyTaumia B reHax ) | AHK-anarH ocr mkm
y
AMarHos NoATEEpHKASH Ha |
MONEKYNAPHO-NeH eTUYecKomM > MIK ceMbM, NpoOAO/XeHME /HazHaYeHne Tepanumn
YpoBHE |

Pucynoxk 1B. Anroput™M HEOHATaJbHOI'O CKPMHHMHTA Ha BbISABIEHHE HemoctaToyHocTH OuoTmHuaassl (HB) m HemocTatodyHoCTH CHHTETa3bl
xoJokapookcmias (romokapookcmias) (HCI') u npyrux 3aboneBaHui, aCCOIMUPOBAHHBIX C H3MEHEHHEM YPOBHS 3-THAPOKCHU30BATICPHUITKAPHUTHHA

(C50H): nenoctato4HOCTh 3-MeTHIKPOTOHMI-KOA KapOokcunasel 1 HemoctaTouHoCTh 3-OH-3 metunrayrapun KoA nuasebr.
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IIpusoxenue B. Uudopmanusa ajs naumeHTa
Yro Takoe Hb u HCI'?

MHoxecTBeHHas HeIOCTaTo4HOCTh KkapOokcminaz (MHK) — »To HacnenctBeHHOE
3a0oJeBaHre 0OMEHA BEUIECTB, BBI3BAHHOE HapylleHHeM oOMeHa OnoTruHa B opranusme. buotun
— 3TO BUTaMHH TpymIibl B, KOTOPBI MOCTyNaeT B OpraHu3M 4esjloBeKa C MUIlel. bBUOTHH o4YeHb
Ba)KEH JUIsl TIPOM3BOJICTBA (CHHTE3a) U Pa0OTHI APYTHX (DEPMEHTOB — KapOOKCHIIA3: TTPOIMHMOHMIT
KoA xap6oxkcunaszbl, MeTHIKpoTOHUT KOA kapOokcuiasbl, MUpyBaTKapOOKcuiIasbl 1 areTit KoA
KapOOKcHIIa3bl. DTH KapOOKCHIIAa3bl UTPAIOT BAJKHYIO POJIb BO MHOTHX OMOJIOTMYECKHX IpoIieccax,
CBS3aHHBIX C OEJIKaMHU, )KMpPaMU U YIJIEBOJIAMHU.

[Ipu oTcyTcTBUM MM HapylleHUH paboThl (hepMEHTOB OMOTHHUAA3B! (HEIOCTATOYHOCTh
ouotuHuaasel, HbB) wnm cuHTeTaszel rosnokapbokcuiaz  (HEAOCTATOYHOCTh  CHUHTETA3bl
rosiokapbokcunas, HCI') GMOTHH HEe MOXKET yCBaUBaThHCS B OpraHU3Me. ITO MPUBOIAT K JEPULIUTY
OMOTHHA U, COOTBETCTBEHHO, HAPYILIEHUIO ITPOU3BOJICTBA BCEX OMOTHH3aBUCUMBIX KapOoKcuias,
T.e. MHOXECTBEHHOW HegocraTouyHocTu Kapbokcunasz (MHK). bonee Ttoro, B opranusme
HAKaIJIMBAIOTCS TOKCUYHBIC BeIlecTBa (OpraHMYeCKHe KUCIOThI), HAHOCS Bpe] LIEHTPAIbHOM
HepsHoi cucteme (LIHC) u npyrum opranam.

ITouemy Bo3HMKaeT 3a00J1eBaHue?

Hb u HCI' — nacnencrBeHHble 3a005ieBaHUs, CBSI3aHHBIE C TOJOMKaMH (MyTalusiMu) B
reHax BTD n HLCS coOTBETCTBEHHO.

['ennl mpeacTapmsitoT coboit mocnenoarenbHocTh JJHK. B HUX 3anucaHbl HHCTPYKITUH 110
«mpurotoBienuto» OenkoB wiu PHK (pubonyxienHoBas kuciora). ['eHbl HaxomsaTcs B
xpoMmocomax. Y denoBeka 23 mapsl xpomocoM. OJIHY U3 XpOMOCOM € COOTBETCTBYIOIIUM HAOOPOM
T€HOB OH HAcJEeAyeT OT MaTepH, a BTOPYIO — OT OTIIA.

I'en HLCS naxoaurcs Ha 21 xpomocome, a reH BTD — Ha 3 XpoMocoMe.

Korna B rene npoucxoauT MyTanus, OH 0OJIbIIE HE MOXKET CIYKUTh «MHCTPYKLIMEW» IS
co3nanus Oenka (B JaHHOM citydae — epMEeHTOB OMOTHHHUA3bl U CHHTETA3bl TOJOKAPOOKCHIIA3).
TakuMm oOpa3zoM, mosyuuBiIrecss GpepMeHThl (PYHKIIMOHUPYIOT HETPaBUIBHO HIIM K€ BOBCE HE
IIPOU3BOJATCS B OPraHU3ME.

O6a 3ab6onesanus, Hb u HCI', HacnenyeTcst mo ayTOCOMHO-PELIECCUBHOMY THUITY, YTO
03HAYaeT, 4TO 00a POIUTENS SBISAIOTCS HOCUTEISIMU MYTallud, HO HE OOJIEIOT, T.K. Y HUX €CTb
BTOpas Komws 310poBoro reHa. Pedbenok ¢ Hb wiim HCT Hacnenyet oHy KOmuio “00J5HOTO” reHa
OT OTIIa U OJIHYy OT MaTepu. 3a00JieBaHNE MPOSBISAETCS TOIBKO B CIydae HAIWYHUS JABYX KOIIHIA

NOBPEXACHHOT0 TeHa. Puck poxnenns pedenka ¢ Hb nnu HCI' B Takom ciyuae cocrasisiet 25%
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(puc. 1B). Manbuuku U IeBOYKH OOJNEIOT C OIMHAKOBOM yacToToi. Hocuresns Oone3Hu Hacneayer
TOJILKO OJHY “TIOBPEXACHHYI0 KOMUIO: JINOO OT 0TI, JInO0 oT MaTepu. Hocurenu He 6oneror u

HUKaKUX IMPU3HAKOB 0one3Hu Y HUX HET.

¢ O
OTey-HoCcUTENb i * MaTb-HOCUTENbHWLA

l | |

00 o 0

@ ® 0 @
AN AN AR FEN
4  $4 Q) %4
3poposbie 25% Hocutenu (retepo3urotbi) 50% BonbHble 25%

Pucynok 1B. Cxema HacnenoBanus HenoctaTounoctu onorunnnassl (HB) n Henocrarounoctu
cunTeTtasbl rojokapookcwiaz (HCI). [Ipu Hanumaum 1ByX Komuit «00JIBHOTOY» TeHA (K1),
YHACJIEIOBAaHHBIX OT 000WX pOAUTENICH-HOCUTENEH, puck poxkaenus peoenka ¢ Hb m HCT
coctaBisieT 25% («rr»).

Kak nposiBasiercsas HB?

ToranbHast Hb HaumHaer nposBisATbcs B Bo3zpacte oT 3 10 5,5 Mecsues. Yaie Bcero
nepsbiMu cuMinitomamu HbB sBnsitoTes cyjoporu u MplieyHasi ¢1adboctb. K 0CHOBHBIM cuMIITOMaM
TaKXe OTHOCATCS: HapyLIeHHEe MOXOJIKU U KOOPAMHALUY, 3a/lep’KKa ICUXOMOTOPHOIO Pa3BUTHS,
HapylIeHUsT pUTMA JIbIXaHMsA, YaCTMYHOE (THE3IHOE) BBINAJEHUE BOJIOC WIM OOJIBICEHUE,
KOHBIOHKTHUBUTHI, KOXKHBIE MPOSIBICHUSA (CHIIb, IEPMATUT, ce0opest), a TaKKe PEIHIUBUPYIOIINE
BUpycHble win rpubkoBeie nHPexuu. [THC ocobenno ysa3suma npu HB, Tak kak akTUBHOCTb
(bepMeHTa OMOTHHMIA3b] B TOJIOBHOM MO3I'€ U€JIOBEKa OUeHb HU3Kas. DTO MOXKET IPUBECTH K Py
HEBPOJIOTUYECKUX HApYIIEHNUH, TAKUX KaK CHW)KEHUE CIIyXa U 3pEHMUS.

CreneHp TSKECTH KIMHUYECKUX TMPOSIBICHUN 3aBUCUT OT YPOBHS aKTMBHOCTH
6uotuHuAa3sl B KpoBu. Yactuunas Hb umeer 6osee Markyto ¢popmy 3a005i€eBaHUS U MPOSIBIISIETCA
B YCJIOBUSIX CTpecca (Hanpumep, JUIMTEIBHOTO roJI0AaHus, MHYEKINH, GU3NIECKHX Harpy30K).

Kaxk nposiBasierca HCI'?

Cumnromsl HCI' odens cxoxu ¢ cumnromamu HB. 3a0oneBanne oObI9HO MPOSBISETCS B
NepBbIe HECKOJIBKO YacoOB JKWU3HM, JHEH WM HeAenb mociie poxaeHud. [lepBeiMu cuMnTtomMmamu
ABJISIIOTCSL OTKa3 OT €Jlbl, MOBTOPHAsi PBOTA, MOBBILIEHHAs COHJIMBOCTb MM BO30YAMMOCTH,

MBIIIIEYHAs CIa00CTh U ACpMaTuT. HpI/I OTCYTCTBUU JICUCHHUA 3a00JIeBaHUE 6BICTpO
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IIPOIPECCUPYET, Pa3BUBAIOTCS MPUCTYIIBI MUJIETICUH, OTEK MO3ra, 3aJ€p’kKKa ICUXOMOTOPHOIO U
¢u3uueckoro pa3BuTHs peOeHKa.

Kak ycranaBiuBaercs nuarno3 Hb u HCI'?

Ha ocHOBaHMH KIMHMYECKMX CHUMITOMOB (CyJIOpOTH, BBINAJEHUE BOJIOC, MbIIICUHAS
cJ1ab0CTh, KOXHBIE IMPOSBICHMS) Bpaud MOryT 3amono3puts auarHo3 Hb m HCI'. [luarnos
MOJTBEPKIAETCS, KOTJIa CHIYKACTCS aKTUBHOCTh OMOTHHU/A3bl U CHHTETA3bl TOJIOKapOOKCHIIa3 B
I1a3Me WM CBIBOPOTKE KpOBH. B Moude MoBBIIIAIOTCS KOHIIEHTPAMH B-THIpOKCUHU30Baepara, 3-
METHWIKPOTOHWITIUIIVHA, B-rugpokcunponuoHara, METHILATPATA, 3-
rusipokcunzoBanepuikapauTuia (C50OH), nakrata (MOJIOYHON KUCIIOTHI) M TUIIIMITIALMHA. J{s
noarsepxkaeHus auarnoza Hb u HCT npoBoast ananus JIHK—uccnegoanue renoB HLCS u BTD
Ha HAJIMYHAE MYTaIUu.

Bce cembu ¢ Hb u HCI' noikHBI IPOMTH MEIMKO-TEHETUYECKOE KOHCYJbTHUPOBAHUE U
HOJY4YUTh TMOJIHYI0O HMH(OpMAIMI0 OT Bpada-TeHETHKa O pPHCKE IOBTOPHOTO MPOSBICHUS
3a00JeBaHUsA B CEMbE, a TaKke OOCYJUTh CO CIELHAIUCTOM BCE BOMIPOCHI, CBS3aHHBIE C
HacyeoBaHueM 3aboneBaHus. B Poccum menuko-reHeTmdyeckue KOHCYJIbTallMM padOTalOT B
Ka)KIOM PETHOHE.

C uenbio paHHEro (JI0pOIOBOI0O) BBISBICHMS HACJIEACTBEHHOW MATOJOTMU B CEMbBSIX C
ycraHoBiaeHHbIM nuarHozoM Hb m HCI' mpoBoauTcs mpeHaranbHas M NPEUMMILIAHTAL[MOHHAsS
nuarHoctrka. Cynpykeckod mape HEoOXOAMMO IpeABapUTENbHO MPOUTH o0cCienoBaHUE Ha
HOCHUTEJIBCTBO MyTanui B reHax HLCS u BTD, xoTopble OTBEYAIOT 3a JIaHHBIE 3a00JICBaHUS,
00paTUBIINCH B CIIELUATIN3UPOBAHHBIE TUATHOCTUYECKHE JIAOOPATOPUH U METUITUHCKHE LIEHTPHI.
IIpenaranbpHass UAarHOCTUKA IIPOBOAUTCS MOJIEKYJISIPHO-TEHETUUECKUMU METOJaMH  IIyTEM
uccinenoanus J{HK, BbinenenHoi u3 6uonrata BOPCUH XOPUOHA W/WIIN KJIETOK aMHUOTHYECKOM
KMIKOCTH W/WIM IUIOJHOW KpoBU. IlpeMMmiaHTallMOHHAash TeHeTHYecKas IUarHoCTHKa
OPOBOJUTCA Tepel] MpoLeaypoil skcTpakoprnopaibHoro omonorsopenus (DKO) mnepen
UMIUTaHTaluell (BHEApeHHEeM B MaTKy MaTepu) sMOpuoHa. TemM He MeHee, NMpeHaTalbHas
JTUarHOCTHKA 3a00JieBaHUM, KOTOpbIe oanatoTcs 3¢ dekTuBHOM Tepanuu, Takux kak Hb u HCT,
BO3MOYHA, HO 3THYECKH COMHUTENbHA. Pelienue o ee NpoBeJCHUHN JOJIKHO ObITh IPUHSATO MOCIE
MOJIPOOHOTO 0OCYKIEHHUS C CEMbEH BCEX PUCKOB.

Kak neyat nanmentos ¢ Hb m HCI'?

[Ipu cBoeBpeMEHHO HayaTOM JieyeHUW MporHo3 i mnauueHtoB ¢ Hb u HCI
OmaronpusTHeIA. OcHOBHBIM MeToqoM JiedueHuss Hb m HCI' sBnsieTcss TOCTOSHHBIA TIpHEM
BBICOKMX 703 OMOTHHA. B OONBIIMHCTBE Cly4yaeB paHHEro Hayaja JICYEHUS] BCE CHUMIITOMBI

HCYC3aI0T, NPCAO0TBpallasa pa3BUTUC CCPHLE3HBIX HCBPOJIOTMUCCKUX OCJIOKHEHUM.
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IIpunoxenue I'l-I'N. IlIkanbl OeHKH, BONPOCHUKH U Pyrue OLeHOYHbIe
HHCTPYMEHTBI COCTOSIHUS MAIMEHTA, NPHBeJIeHHbIE B KIMHUYECKUX

PECKOMEHAALNAX

Ipuiaoxenue I'l. OueHka MOTOPHOT0 Pa3BUTHS MJIAJIEHIIEB M0 HIKAJIe

AanOepra

Ha3Banue Ha pyccKoM si3bIKe: HIKasia AbOepTa MOTOPHOTO Pa3BUTHS MIIAICHIIEB.

OpurnnansHoe HazBanue: Alberta Infant Motor Scale (AIMS).

Hcrounuk (opunumanbHbii calliT pa3paboTyuKkoB, myOaukanus ¢ Banuaanuei): Piper MC,
Pinnell LE, Darrah J, Maguire T, Byrne PJ. Construction and validation of the Alberta Infant Motor
Scale (AIMS). Can J Public Health. 1992;83:S46-50.

Tun (mo4epKHyTh):

- IIKaJa OIEHKH

Ha3nauenme: MotopHas 1mkama a8 MiajneHneB  Ansbepra (AIMS), mkana
HaOJro1aTeIbHOM  OLleHKH, ObUTa paszpaboTaHa Ui W3MEpEeHUs OOILIero JABUraTeIbHOTO
CO3pEBaHUA Y JACTEH OT POKIACHUS JO CAMOCTOSITEIHLHONU X0IbOBI.

Copepxanue (111a0J10H): OCHOBBIBASICh Ha JIUTEpAType, 58 HaBBIKOB ObUIN CITE€HEPUPOBAHBI
U pacipeiesieHbl [0 YeThIPEM MO3ULMSAM: JIe)Ka Ha CIIMHE, JIeXa Ha )KUBOTe, cuad U ctos. Kaxxaomy
U3 HaBBIKOB IPUCBAMBAETCS ONPEICICHHbIN Oast.

Kitou (uHTepnperanus): 6aiisl CyMMHUPYIOTCS, IPOBOAUTCS 00IIasi OL[EHKA MOTOPHOIO

pa3BUTHUA U OTKJIOHEHHE/COOTBETCTBHE HOpMAJIbHOMY PAa3BUTHUIO B IICPUCHTUIIAX

IIkana Anb0epTa MOTOPHOTO Pa3BUTHS MJIA/ICHIIEB

YUCJI0/MECSIY/TOT
damuus, UMs JlaTa uccienoBanus: / /
WnentudukanuoHHbIi

JaTta poxaeHus: / /
HOMED

XPpOHOJIOTHYECKHIT
HccnenoBatenb / /

BO3pACT:
Mecro nposeneHus CKOppeKTUpOBaHHbBIN

/ /

HCCIeA0BaHUS BO3pACT:
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[Ipumeuanus/peKoMeH 1IN

HIKAJIA OHEHKN MOTOPHOI'O PA3BUTHUSA Y MUIAJIEHIIEB

[IpenmectByronme [TyHKTBI,
3aCUNTaHHBIE 3aCYNTAaHHBIE B Bann o mkaine
MTyHKTHI «OKHE»
Ilonoxenue Ha
JKABOTE
ITonoskeHue Ha cIIHE
ITocanka
BcraBanme
OO0wmui 6asur: MePICHTUITb:

Ne
HCCJIeTOBAHUA
ITono:keHune HA R
i
[~ e e
JKHBOTE o T
h S Sy 1 €14

Honoxenne aexa Ha xusore (1)

®dusnonornyeckas guexcus. [loBopaunBaer

TOJIOBY JId OTBEACHUSI, HOCA OT ITIOBEPXHOCTH.

A IMosoxxeHue Jiexxa HA ;KUBOTE (2)
o\ - ;_T“J CHUMMETPHUYHO MOJHUMAET TOJIOBY O] YTIIOM
y .._F/ e O «-_-_?
45°. He ciocoOeH yiep>KUBaTh TOJIOBY Ha
OJTHOM JIMHUH C TYJIOBHUIIICM.

" ITos105keHMne HA JKUBOTE € ONOPOIi
et | s A "/
-k~ a . oy | JloxTn HaxoxgTcs no3aau mied. bes

MOJAEPKKHU IMOJJHUMAET TOJIOBY IO YTIIOM
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P Onopa Ha npeamieysns (1)

s> | TogHuMaeT n y/epKHBAET TOIOBY MO YIIOM
Y ooitee 45°. JIOKTH HA OTHOU JINHUH C TUIEYaMHU.

['pynHas kjaeTka pa3MenaeTcs 1o HeHTpy.

IToaBHKHOCTD B MOJIOKEHUH HA "KUBOTE

BT [Togaumaet ronoBy nox yriom a0 90°.

HekonTponupyemble NONBITKY NEpeHOca Beca.

e Omnopa Ha npeamieubs (2)

—wt 4 JloxTn HaxXoaATCA TIepe] miedyaMu. AKTUBHOE

B i HOATATHBAaHKE TOA00POIKA C BHITATMBAHUEM

IIEH.
Honoxenue Ha ; IHono:xenne nexa Ha cnuue (1)
i
CIIMHe [ g oy
b b |
%o in_,/’ @uznonoruyeckas QueKcHs.
o ™

[ToBOpOT TOJIOBBI; MOJHOCUT POT K PYKE.

BCCHOprI{OLIHLIC JABWXXCHUA pPYKaMU U HOT'aMHU.

IHosokeHne Jie:ka Ha cniHe (2)

= IIoBOPOT rOJIOBBI K CPEIHEN JIUHUU.
HeoOs3aTenbHblil acHMMETpUYHBIN IIEMHBIN

tonndeckuii pediekc (ALLTP).

— IMosokenue Jexxa Ha cnuHe (3)

i T * v i T'osioBa HA OIHOM JIMHUU C TYJIOBUIIEM.
JIBuraer pykamu, HO HE CIIOCOOCH MOTHECTH

PYKH K CpEIHEN JINHUH.
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IMosoxkeHue jiexxka Ha cniuHe (4)

AKTUBHOCTB Cru0aresiei eu ¢
noaTAruBaHuem noadopoaxa. [logHocut pyku

K CpEeIHEH JIMHUMU.

HHoaHecenue pyKk K KOJEHAM

[ToaTsiruBanue nmondoopoaka. Jloctaer pykamu

110 KOJICHEW. AKTUBHOCTH OPIOITHBIX MBIIIII.

ITocanka

IMocanka ¢ mogaep:RKoi

[TogHuMaeT 1 KpaTKOBPEMEHHO yIEP)KUBAET

TOJIOBY Ha OHHOﬁ JIMHUU C TYJIOBUIICM.

IMocaaka ¢ onopoii Ha pyKHU

Yz[epncHBaeT TOJIOBY Ha O,[[HOI71 JIMHHUH C

TyJoBuileM. KpaTKOBpeMEHHO onupaercs Ha

PYKHU.

IloaTArnBaHue B cUAsiYEE MOJ0KEHHE

[ToaTsiruBaeT moI00OPOAOK; TOJIOBA HA OHOM

JIMHUM C TYJIOBHUIIEM WA BIICPEIN.
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BcTraBanue P

Omnopa Ha HOrH ¢ mogaepxkKoii (1)

N
_“\_\_‘?‘}-}.‘ i #
SLAT Bo3moxHO noriepeMeHHOe cru0aHue B
-.- Y o
Ly Ta300€IpeHHOM U KOJIECHHOM CyCTaBaXx.

Onopa Ha HOTH ¢ OAAEPKKOI (2)

==C 4 I'onoBa Ha 0{HOM JIMHMH C TyJIOBUILEM. benpa

HaxoJATCs mo3aau mied. PaznooOpasHbie

JABHM)KCHUA HOTaMH.

Omnopa Ha BBITAHYTBIE

IlepexaTbiBaHue U3

MOJIO2KCHHUSA HA ) KUBOTEC B

Ili1aBanue
PYKH MOJI0’KeHUe HA ClIuHe 0e3
MoBOpOTA
. A . F Y L
- L 3 Y 4 L "'H /:Tul
L 4 () o N,
- -~ X2 < T -

Pyku BBITSHYTEI.
IloaTsrusanue
moa0OpOIKa C TOABEMOM
rpyaHOU KieTku. bokoBoi

MEpCHOC BECA.

JIB>KeHHE MHULIUUPYETCS
[TarTrepH akTHBHOCTH
rosiopoid. TynoBumie
pasrubareneii.
JBUKETCS KaK OJHO LEJIO0E.

IMonbITKA TOTAHYTHCS 10
npeaMeTa U3 ynopa Ha

Hpeanjacybs

HepeRaTblBaHl/Ie M3 IMOJIOKCHUSA
HepeBOPOT Ha )KUBOTE B ITOJOKCHHUE HA

CIIMHE C ITIOBOPOTOM
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AKTHBHBII IEPEHOC Beca C
OJIHOU CTOPOHBI.
KonTponupyemas nonsiTka
JNOTSHYTBCS J10 IpeMeTa

CBOOOJTHOM PYKOH.

IlepeBopoThl. [IBHKEHNS
pyk 1 HOT. bokoBas

(braexcus TyJIOBHIIA.

IToBopoT TynoBHIIA

IHooxeHune Ha

Iloanecenune pyk K

IlepexkaTbiBaHUE U3 MOJIOKEHUS

Ha CIIMHE B IMOJIO2KECHHUEC HA

yeTBepeHbkax (1) CTYIHAM
“KMBOTE 0€3 MOBOpPOTA
_ ™
S

_'l'; ! ."b =3 .;,q‘ 'y %

i o T,
‘,‘ -

he i — | e —'-—.-h;
- ; %_ A -] "'I T ) _A__.?";'J‘

Horwu cornyTsl, oTBeieHbBI
U IIOBEPHYTHI KHAPYKH.
[TosicHnuHBII TO0P03.

YI[epch/IBaeT ITOJIOKCHUC.

CriocobeH ynepKuBaTh
HOTH B CpEIHEM
IIOJIO’KEHUH.
[IpucyrcTByeT
MOJIBUYKHOCTB B Ta30BOM

oTAcIIC.

BokoBO€ BBINIPAMIIEHUE TOJIOBBI.
TynoBumie ABUKETCS KaK OAHO

LIEJIOE.

IlepexaTbiBaHue U3

MOJOKCHHUSA HA CITMHE B

AKTHBHOE BbITATHBaHHE

IMocanka 6e3 moaaep KK
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MMOJIOKCHHE HA )KUBOTE C

MOBOPOTOM

IToBopoT TyJI0BHIIA.

BI:ITSII‘I/IBaeTCﬂ, OTTaJIKUBasiCh

HOIr'aMH.

[TpuBeneHue nonaTok u
pasrubanue mied. He
CIIOCOOEH yAepKaTh

ITOJIOKCHHUE.

IHocaaka ¢ onopoii Ha pyKH

IMocanka 6e3 moaaepxku 0e3

ONOpbI HA PYKH

Ilepenoc Beca B
MOJIOKeHUM cuas Oe3

NO/IePKKHU

BriTsarusanue rpyqHoro oraena
MMO3BOHOYHHKA. [[BHKEHUA
TOJIOBBI, HE3aBUCUMBIE OT
TYJIOBHILA; ONTUPAETCS Ha

BBITSHYTbIE PYKH.

He moxeT ocTaBaThCcd OUH B
CHUOSYCM ITOJIOKCHNU

HCOIpaHUYCHHOC BPCMI.

Ilepenoc Beca Brepen,
Ha3zajJ Wik B cTopoHsl. He
MOJKET OCTaBAThCA OJIMH B

CHUOAYEM ITIOJIOXKCHHUU.

Ilocanka 0e3 onopsl HA pyKH

ITonbITKA AOTAHYTbLCHA 10

BcraBanue ¢

0]

nmpeaMera ¢ moBopoTomM B
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MOJIOKCHUH CUIA

noaaepxkoi (3)

Pyku He npmxaThl K Tely.

Cnioco6eH urpaTh C UTPYIIKOM.

MozkeT ocTaBaThCs OJUH B

CHUOAYEM ITOJIOKCHUMU.

CHIUT CaMOCTOSITEIBHO.
TsHEeTCs K UrpylIKe ¢

IIOBOPOTOM TYJIOBHUIIA.

benpa naxonsrcs Ha
JIUHUY TUIeY. AKTUBHBIN
KOHTPOJIb TYJIOBHUIIIA.
Paznoobpa3zHbie

JABHMIXKCHUA HOT'aMU.

IHono:xxenne exa Ha OOKY ¢

onopoit

PenunpoxHoe moszanue

IMepemeinenue u3
MOJIOKEeHHS Ha
YyeTBepeHbKaX B
MOJIOKEeHUEe CH/ISI UJIH

MOJTYCHASA

L

Pa3o0mieHHoCTS HOT.

HenonsmxHOCTE MIed.

[ToBopoT B mpeaenax ocu Tena.

Penunpokssie ABUXEHUS PYK

M HOT' C TIOBOPOTOM TYJIOBHUIIIA.

Ilepememaercs B JaHHOE
IIOJIO’KEHUE U U3 HETO.
MoxeT npuHUMaTh

CHUOAYCC ITIOJTOXKCHUC.

PenunpokHoe nmoji3anne Ha

ITonbITKA JOTAHYTBHLCH 10

ITo0:keHune Ha
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yeTBepeHbkax (1)

npeaMeTa u3 ynopa Ha

BBITAHYTYIO PYKY

YyeTBepeHbKax (2)

Horu oTBe1€HBI M MOBEPHYTHI
KHapyxHu. [losicHUUHbBIN

JIOpJ103; IEPEHOC BECA C OJJHOMI
CTOPOHBI Ha JPYTYIO ¢ OOKOBOIt

drekcue TyIoBuUIIA.

TsaHercs k npeamery
BBITSHYTOM pyKo#. [loBopoT

TYyJIOBHIIIA.

benpa BEIpOBHEHBI 1TO]
Ta30M. YIUIOIEHUE

IMOACHHUYHOI'O OTACIA.

MoandguunupoBanHoe

Ilepememenue u3

MOJIOKCHHUA CHIHA B

Ilepemermenue u3

IMOJIOKCHHUA CHAA HA

MOJIO’KEHHE HA Y€TBEPECHbKAX
MOJIO’KEHHUE HA ) KUBOTE quBepeHbKI/I
- .r"l
a2 - .""T —
e :n % - { | _“'.\_. :
- —t -T’ﬂ_r,_‘ o L \_ \l"i L_:‘& ) _:
. ' L Y -""_“'-.::_ : '-.{"_h?ﬁ. = T |
e Lo — T g B = e
e il -

[lepemeniaercs B jaHHOE
noJioxkeuue. Bo3aMoxHO

IMPOABHIKCHUEC BIICPCI.

Ilepememaercs U3 MONOKEHUS
CHJIsl, YTOOBI JIeUb HA JKUBOT.
[ToaTsarusBaercs pykamu, HOTH

HCAaKTHUBHBbI.

AXTHBHO OJHUMAET Tas,
SITOAUIIBI
HEHArpy>KE€HHYIO HOTY,
yTOOBI BCTATh Ha

YCTBCPCHBKHU.
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CamocTosTeIbLHOE CTOSIHHE

IlepBble mIarun

BcraBanue u3
MO GUIMPOBAHHOTO
MOJIOKEeHHUSA HA

KOPTOYKAaX

B teuenue kKopoTkoro BpeMeHu
CTOUT CaMOCTOSITENIBHO.
YpaBHOBEHIMBAET peakiu B

CTYIHSX.

XOJIUT CAaMOCTOSTEIIHLHO;
nepeBUraeTcst ObICTpo

MCJIKMMH IIaraMy.

[epemermaercs u3
MOJIOKEHHUSI Ha KOPTOUKAxX
B TIOJIOXKEHHUE CTOSI C
KOHTPOJINPYEMOU
bnekcueit n
BBINIPSIMIIEHUEM OeJiep U

KOJICHEU.

BcraBanue u3 Onmopbl HA

YEThIPE€ KOHCYHOCTH

CamocToaTeILHOE X0KIeHNE

Cl/llleHl/Ie Ha KOPTO4YKax

-
!

beicTpo orrankuBaercs

XOIUT CAMOCTOSATEIBHO.

CoxpassieT noJ0KeHHe,
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JaJOHAMMU, YTOOBI BCTATh.

YPaBHOBCHINBAs PCaKIIUU
B CTYIIHAX U IMOJIOKCHUC

TYJIOBHIIIA.

Ilocanka 0e3 onmopbl HA PYKH

2)

IMoararuBaercs s

BCTABAHMS € ONOPOH

TMoararuBaercs s

BCTABaHUA / CTOUT

-—p

£ u

&

[TonoxeHne HOT BapbUpYET.
Minanener Jerko
nepeMeniaeTcs u3 OAHOTO

MOJIOKEHUS B IPYTOE.

OtTankuBaeTcst pykam 1

BBIIPAMIIACT KOJICHH.

IloarsaruBaercs, YTOOBI
BCTaTh; MIEPEHOCUT BEC C

OJIHOM CTOPOHBI Ha

APYTYIO

BcraBanue ¢ onopoii ¢

XoxkaeHue ¢ onopoii 6e3

ITos10:xkeHne HA OTHOM

MMOBOPOTOM ImoBopoTa KOJICHE
1 -cr -_r ] | L "
i i ‘ A
@ /R
—_— —
™
£ ) y

IToBopoT TyJI0BUILIA U Ta3a.

XoauT ¢ oropoit B 60KOBOM

HarpaBJIeHnU 0e3 TOBOPOTA.

MoxkeT BCTaBaTh UM

nepeMeniaTbCsa B JaHHOC
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ITOJIOKCHUCE.

KonTtposmpyemoe onyckanue

M3 IMOJOKECHUSA CTOA

PenunpoxHoe nmosa3anue Ha

YyeTBepeHbKax (2)

XosKaeHue ¢ Onopou ¢

MOBOPOTOM

-
pht)

KonTponupyemoe onyckanue

N3 IMOJOXKCHUA CTOA.

IInocknii MOSICHUYHBINA OTIEI.

JIBHKETCS ¢ TOBOPOTOM

TYJIOBHIIIA.

XOJIUT € OIOPOH C

MOBOPOTOM.
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[lOKyMeHT noanucaH U nepeaaH yepes cUcCTemy pa3pa60TKM n BeaeHunsA

CTaH[4apToB MeAMLIMHCKOM noMoLym

Bnageneu ceptudmkaTa: opraHusauus,
COTPYAHUK

C=RU, S=r. MockBa, T=3amMecTuTenb reHepasbHOro
anpekTtopa, OU=AAMUHUCTPATUBHBIN oTAen,
O="®OEAEPA/IbHOE NOCYAAPCTBEHHOE BIOXXETHOE
YYPEXOEHWE ""LIEEHTP 3KCMEPTU3bl 1 KOHTPOJIA
KAYECTBA MEAMLMHCKOW NOMOLLN"" MUHUCTEPCTBA

0ID.1.2.643.100.4=7704027058, CHMJ1C=01257920432,
OMPH=1037739356335, NHH=772850609490,
E=novikova@pediatr-russia.ru, C=RU, S=77 r. MockBa,
L=BH.Tep.r MYHULINMANbHbBIA OKPY TAFAPUHCKWN,
STREET="yn BABW/IOBA, a 54, kopn 4, nom 4/1", O=CO03

0ID.1.2.643.100.4=7704357881, CHW/1C=03691772178,
OrPH=1167700057524, NHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. Mocksa, L=BH.TEP.T".
MYHVILlVII'IAJ'IbeIVI OKPYI 3AMOCKBOPEYbE, STREET="Y/1
BOJIbLLUASA MMOHEPCKAS, A. 15, CTP. 1, OTAX/MNOMELL. 1/1I,

0ID.1.2.643.100.4=7704357881, CHW/1C=03691772178,
OMPH=1167700057524, NHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. MockBa, L=BH.TEP.T.
MyHVILl,l/II'IAJ'IbeIVI OKPYI 3AMOCKBOPEYbE, STREET="YJ1
BONIbLLUAA MNOHEPCKAS, A. 15, CTP. 1, 3TAX/MOMELL. 1/11,

0ID.1.2.643.100.4=7704357881, CHW/1C=03691772178,
OrPH=1167700057524, N"HH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. MockBa, L=BH.TEP.T.
MYHULMMANbHBIA OKPYT 3AMOCKBOPEYbE, STREET="YJ
BOJIbLUAA MNMOHEPCKAS, A. 15, CTP. 1, 3TAX/MOMELL. 1/11,

0ID.1.2.643.100.4=7704357881, CHWJ1C=03691772178,
OrPH=1167700057524, UHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. Mocksa, L=BH.TEP.TI".
MYHWULINTMAIbHbBIA OKPYI 3AMOCKBOPEYbLE, STREET="Y/1
BOJIbLLUAA MNOHEPCKASA, A. 15, CTP. 1, TAX/MOMELL,. 1/1I,

0ID.1.2.643.100.4=7704357881, CHWJ1IC=03691772178,
OMPH=1167700057524, NHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. MockBa, L=BH.TEP.T".
MYHULNMAJIbHBIA OKPYI 3AMOCKBOPEYLE, STREET="Y/]
BOJIbLUAA MNOHEPCKASA, A. 15, CTP. 1, TAX/MOMELL,. 1/1I,

0ID.1.2.643.100.4=7704357881, CHWJIC=03691772178,
OrPH=1167700057524, NHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. MockBa, L=BH.TEP.T".
MYHULIUMAJIbHBIN OKPYI 3AMOCKBOPEYLE, STREET="Y/]
BOJIbLUAS MMOHEPCKAS, [. 15, CTP. 1, 3TAX/MOMELL. 1/1I,

0ID.1.2.643.100.4=7704357881, CHW/1C=03691772178,
OrPH=1167700057524, NHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. Mocksa, L=BH.TEP.T.
MYHVILlVII'IAJ'IbeIVI OKPYI" 3AMOCKBOPEYbE, STREET="Y/1
BOJIbLLUASA MMOHEPCKAS, A. 15, CTP. 1, OTAX/MNOMELL. 1/1I,

0ID.1.2.643.100.4=7704357881, CHW/1C=03691772178,
OMPH=1167700057524, NHH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. MockBa, L=BH.TEP.T.
MyHVILl,l/II'IAJ'IbeIVI OKPYI 3AMOCKBOPEYbE, STREET="YJ1
BOJIbLLUAA MNOHEPCKAS, A. 15, CTP. 1, 3TAX/MOMELL. 1/11,

0ID.1.2.643.100.4=7704357881, CHW/1C=03691772178,
OrPH=1167700057524, N"HH=616305770054,
E=buh@amg-genetics.ru, C=RU, S=r. MockBa, L=BH.TEP.T.
MYHULMMANbHBIA OKPYT 3AMOCKBOPEYbE, STREET="YJ]
BOJIbLUAA MNMOHEPCKAS, A. 15, CTP. 1, 3TAX/MOMELL. 1/11,

CepTuUduKaT: cepuiiHblii HOMep, Nepuoa
nencTens

00ed508e7235e228ccfca03523f4cc5836
C 2025.05.27 no 2026.08.20

2026.06.01

031a05a1005db449aa48e53c3b7af4c4e6 2026.07.27
C 2026.06.02 no 2027.09.02

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08

027507690014b3a78c401dd2d142a08eb4 2026.07.27
C 2025.07.08 no 2026.10.08
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