COKO3 TEAMNATPOB POCCIU

POCCUINCKOE OBLLECTBO MEAVLIMHCKNX TEHETUKOB

PENEPANIbHBLIE KNTMHUNUECKWE PEKOMEHAALNN
MO OKA3AHNIO MEOVLIMHCKO MOMOLL OETAM
C HACJIEACTBEHHOW TUPO3NHEMWEW 1 TUMA

["NaBHbIN BHELUTATHbIN
crieyuanmncT negmnartp
MwuH3pgpaBa Poccun
Akagemnk PAH

A.A. bapaHoB

2015r



Ol NABJIEHUE

BBELLEHVIE ... eeeeeeeeeee e seeseee e es s se s es e 3
OTTPEZIESTEHVIE ......cooooeee oo esseee e sseeee e eesee e esesseee e 3
KO IMIKB10 ... eeeseee e es s s es s 4
%A= T oTa Lo iz oo 4
L NZ0)1 (0T L < T 4
TIATOTEHES ..o eeeeeeee e seeseee e essese e s es s 4
KIMHUYECKUE MPOSIBAEHUS U KITACCUPUKALMA HT L oo 5
NABOPATOPHAS IMATHOCTUIKA ...t eeeeeeeeeeeeeesesseeessseesssesesseesesseee s 7
NHCTPYMEHTAIBHAS ANATHOCTUIKA ....ooeeeeeeeeceeeeeeeeeeeeeeeeseeeeeseseseeeee s 8
MPUMEPBI @OPMYTNPOBKU AIVMATHOSBA ... eseeeesseseseeeee s 9
ANGDEPEHLMATIBHBIV IAATHOS.......eeeeeee oo seeeeessee s 9
JIEUEHVIE ... ... oo, 11
OLIEHKA V1 KOHTPO/Tb 3®PEKTUBHOCTY TEPATIUM .......ooooeeeeeeeeeeeeeeeseeeeeeeeeeessee 14

MEANKOI EHETNYECKOE KOHCYJ/IbTUPOBAHWE N NMPEHATAJ/IbHAA
LAVATHOCTUIKA ..o s 16
NCXOLOBI VT TTIPOTHOS. ... s 17
NMOKA3AHVA K TPAHCTIJTAHTAUWN NMEYEHIWN, B TOM YACE NP JIEYEHUN
HUTUIBNHOHOM ... 17

BEAEHWE JETEV C TUPOBUHEMMUEW ...t 17



KNTMHWNYECKWE PEKOMEHAALINWN
MO OKA3AHNIO MEANLIMHCKO MOMOLLW AETAM
C HACJIEACTBEHHO TUPO3VMHEMUWEW 1 TUMA

[aHHble KINHNYECKME PEeKOMEHAAL MM MOAroToB/EeHbl NPOGecCUOHasIbHOM accoumalneii
aeTckmx Bpadein Coro3om negmaTpoB Poccnm B 2013r., aKkTyannsmMpoBaHbl, COr/iacoBaHbl €
rNaBHbIM BHELUTATHbIM CNeunasincToM no MeauUMHCKON reHeTuke MuH3gpaBa Poccumn
A.MH. KyueBbim C.U. YTBepXaeHbl Ha XVIII KoHrpecce negnatpos Poccun
«AKTyanbHble nNpobnembl negnatpum» 14 despans 2015r. n Ha VII Cbezge Poccuiickoro
obulecTBa MeAMLUNHCKNX reHeTUKoB 19-23 mas 2015 T.

CocTtaB pab6oyeit rpynnbl: akag. PAH BapaHoB A.A., un.-kopp. PAH HamaszoBa-bapaHoBa
N.C., a.m.H. KyueB C.N., a.m.H. C.WN. Monsakosa, npod., 4.M.H. T.9.6bopoBuk, K.M.H. T.B.
BywyeBa, K.6.H. CaBocTbsiHOB K.B., K.6.H. MNywkoB A.A., A.M.H. C.B. Muxainosa, 4.M.H.
E.FO. 3axapoBa, K.6.H. [.B. bangakoBa, npod., A.M.H. HoBukoB [1.B., a.M.H. E.A.
Hwnkonaesa.

ABTOpPbl NOATBEPXKAAKT OTCYTCTBME (PMHAHCOBOW MNOAAEPXXKWU/KOH(/IMKTA WHTEPECOB,
KOTOpbIi HEO6X0ANMMO 06HAPO40BATb.

TVpo3rHeMNA OTHOCUTCA K PeaKUM HacneaCcTBeHHbIM 3a60n1eBaHNAM, YTO WCKNKOYaeT
BO3MOX>XHOCTb npoeegeHNA 60NbLUNX KOIOPTHbIX " PaHAOMN3NPOBaHHbLIX
KOHTPOJ/IMPOBaHHbLIX VICCJ'Ie,CI,OBaHVIVI n 014 co3faHnA npoToKosioB ANarHOCTUKM 1N Tepannn
MCMNOMb3YKOTCA NUWIb TeMaTUYEeCKUE WNCC/efoBaHNA 3KCMNepPTOB, OI'Iy6]'II/IKOBaHHbIe B
nocsiegHne aBa AECATUIETUA.

BBEOAEHWE

[aHHbI NPOTOKON NO AMarHOCTUKE W Tepanunu HacneaCTBEHHON TMpo3uHeMun 1 Tuna y
[eTeil co3faH Ha OCHOBaHWUM CUCTEMATMYeckoro o63opa nutepaTypbl 1992-2015 rr. Medline
(Pubmed version), Embase (Dialog version) n Cochrane Library databases, ¢ ncnons3osaHnem
CO3J@aHHbIX MPOTOKO/I0B [AMArHOCTUKW W Tepanuu HacnefCTBEHHON TUpPo3vHeMun 1Tuna
Recommendations for the management of tyrosinaemia type 1 (Orphanet Journal of Rare
Diseases 2013, 8:8). HacneactBeHHas TUpPo3MHeMMsi 1 Tuna OTHOCUTCA K  PeaKUM
HacneACTBEHHbIM 3a00/1eBaHMAM, UTO WCKIKOYaeT BO3MOXHOCTb MPOBEAEHUS  BONbLUMX
KOFOPTHbIX M PaHAOMU3NPOBAHHbLIX KOHTPO/IMPOBAHHbLIX WCCNELOBaHUA U ANA  CO3[aHWS
MPOTOKO/MOB AMAarHOCTUKW W Tepanuui WCNOJMb3YHTCA NiMWb TeMaTUyeckue uccnefoBaHus
9KCNepTOoB, ONy6/IMKOBaHHbIE B NMOC/eAHME ABa AeCATUNIETUS.

OMNPEAENNEHUNE

HacnegcteeHHas TuposuHemusa 1 Ttuna (HT1) wvnm renatopeHasibHasd TUPO3UHEMUSA
OTHOCUTCHA K pefkum (OpgaHHbIM) FeHETUYECKUM 3ab60/1eBaHNAM C ayTOCOMHO-PELECCUBHbLIM
TUMOM HacnefoBaHus, 00YyC/oB/leHa MyTauusamMy B reHe (epmeHTa (hymapusiaueroauerasbl
(hymapunauetorugponassl (FAH)).

CUHOHWUMbBI:  geduumnt  (hymapunaueroaueTassl,  AepuumT  ymapunauertoauerar
rmaponassbl.



KOA4 MKB-10
E 70.2 - HapyLwieHuns obmeHa TMpo3nHa
AMMOAEMMNONOTINA

Yactota HT1 B pa3nmuHbiX nonynauusax kKone6netca ot 1:100-120 000 »uBbIX
HOBOPOXAEHHbIX. YacToTa HocuTenbcTBa MyTaumii HT1 B nonynsumsx 1:150-100 yenoBek.
UeTKMX B3aMMOCBA3E MeXAy reHOTUNOM U (DEHOTMUMNOM He YCTaHOB/IEHO, pas3/inyHble
K/IMHUYeCKMe BapuvaHTbl MOMyT MPUCYTCTBOBATb Y 4Y/EHOB OfHOM CeMbW C OAMHAKOBbIMM
MyTaunamu.

ATNONIOIMNA

BpoxaeHHbIi  fedekT depmeHTa (ymapunaueToaueTasbl (hymapunaueTornaponassl,
FAH, EC 3.7.1.2), oCcywlecTBNAIOLWEr0 B HOPMe KOHEYHbIV 3Tan Aerpajauum TMPO3MHa Ha
HETOKCMYHbIe (PymaparT ¥ aueToaueTar. B pesynbtarte reHeTUYeCcKoro geekra Mytauum 6esnka,
Kogupyrowero FAH, pacnag TuUpo3sMHa  OCYLLECTB/IAeTCS no aabTepHaTUBHOMY
naTonornyeckoMy  nyTn, €  00pa30BaHWEM  BbICOKOTOKCUYHBIX U KaHLEPOreHHbIX
CYKUMHUWNALETOHa, MasiennateToalerara, Pymapunawleroaserara.

FeH FAH nokann3oBaHHOM Ha AMMHHOM nniede 15-i xpomocomsl (15023-025), cocTouTt
13 14 3K30HOB.

MATOIMEHE3

MatoreHe3 HT1 T1na 3akO4aeTca B MHTOKCMKALMM NPOLYKTaMW aHOMa/IbHOro pacnaja
TUPO3MHA - (hyMapuiaLeToaLeTaToM 1 MaseniaLeToaleTatoM n X KOHeYHbIMU MeTabomTamm
— CYKUMHWNALETOHOM U CYKLMHWNALETOALeTaToM, KOTOpble SBAAKOTCA MUTOXOHAPUIbHLIMM
TOKCMHaMK, TOPMO3AT (octopunnposaHne n 6nokmpytoT uukn Kpebca. HakonneHue aTux
TOKCVMHOB MPWBOAMT K MPOrpeccupytowemMy 3ab0/1eBaHNio NneveHn C pasBUTUEM MEeYEHOYHOMN
HeLOCTaTOMHOCTW, UMpPpPOo3a, Tybynonatmm ¢ (HOPMUPOBAHWEM PeHaNbHOW Tybynonatuu,
rmnogocaTeMmnYecKUM paxmTom, CUHLPOMOM PaHKOHM, 0CTpas TMPO3UHEMUS COMPOBOXAAETCS
pasBUTMEM TUMEPTPONYECKOr Kapauommonatun. be3 nevenus y 40% peteid opmupyetcs
renatouentonsapHas  kapuuHoma. Kpome  TOro, CYKUMHMNAUETOH  WHrMbmpyet  o-
aMVHONEBY/IMHAT fervaparasy, NPOMeXyTO4UHbIN MeanaTop NopgoOUINHOreHa, YTO NPUBOAUT K
HapyLUeHN0 OMOCUHTE3a FeMMa W KJIMHUYECKM MOXET MpPOsBAATLCA CUMMNTOMaMu OCTPOWA
nepemexarowien nopgpupun - 601AMM B XKMBOTe,  apTepUasibHOW  FUMNepTEH3Me,
nepuhepryecKor NoNMHeiponaTmeil.

BonblwKnHCTBO (80 90%) naumeHTOB 6e3 Creumgrnyeckoro fevyeHns U TpaHcnaaHTawmm
neyeHn normbanm B Bo3pacTe A0 10 neT. BbPKMBaeMOCTb 3aBMCUT OT CPOKOB MOSB/IEHMUA
CYMMTOMOB.



TpoO3unH

TUpo3nH aMnHoTpaHcgepasa
(aedonuunt - Il TN TUpo3nHemMnu, OMIM 276600)
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OMIM 276700 nopHo6MIMHOreH
oymapar + aLeToauertar
Puc.l. Tytn mMeTabonM3ama TUPO3UHA (CNJIOWHAA JIMHUA — HOPMaSibHbIA NyTb

MeTabonmM3ma, NyHKTUPHbIE — a/lbTEPHATUBHBI MyTb).

KINTNMHNYECKUE MPOABNTEHNA N KITACCUNPNKAUNA HT1

KnvHnyeckune BapmaHTbl TeYeHMS NOMOXKEHbI B OCHOBY Knaccugpukaumm HT1 — ocTpas
(HT 1A) n xpoHuyeckaa (HT 1B).
OcTtpast HT1 A Tvn XapaKTepu3yeTcst OCTPbIM TEUYEHUEM, paHHUM AebtoToM OT 2 A0 5-7
Mec., BCTpeyaeTca B TpW pasa yalle, 4em Tun b ¢ NOJOCTPbLIM WUAN XPOHMYECKUM TEeYEHUEM.
HT1A Tuna 4acTO OCTaeTcs He pacrno3HaHHOM WM MOATBEPXKAAETCA Moc/ne CMepTu pebeHka.
MpuynHO/A CMepTM NpU  ecTeCTBeHHOM TeyeHun HT-1A Tuna daule SBNSeTCA OCTpas
MeyeHoUYHas HeLOCTAaTOYHOCTb WM KaTaCTPO(MUecKOe KPOBOTEUEHWE Ha ee (POHe, AuarHo3s
3aTPYAHAETCA TakMMW  COMYTCTBYIOLMMUW COCTOSHUAMW KakK BHYTPUYTPOOHAsA WHMEKLMS,
HeoHaTa/lbHbI renaTuT, Cerncuc.
OcTtpas ¢popma HT 1A xapaktepusyercs:
- PaHHUM HayasioM 60/1e3HU: B NepBble Hefenn/MecsLbl XU3HMW,;
- 3a1ePXXKOW pa3BUTUS;
- (hebpUNbHO NNXOPaAKOIA;
- PBOTOW, Aervapataumen;
- Avapeeii N AMHaMUYECKOM HENPOXOAMMOCTbIO;
- renaTomeraauei;



- XXMBOT YBE/IMUEH W HanpsbkeH, Kak 3a CYeT renatomeraiuu, B MeHbLUEN
CTEMEHN CnAeHoMeranMM, TaKk M 3a CYET acumMTa M AMHAMUYECKOIA
HEMpPOX04MMOCTH;

- XKENTyxa MOXeT ObITb Ha CTaAumn OCTPOro renaTnTa;

- MpyY OCTPOM XKENyAo4HO-KMLLEYHOM KpOBOTeYeHMM, M.6. MefeHa, pBoTa
KOhenHoi ryuuen;

- MPW CHWKEHUN 6ENKOBO-CYHTETMYECKOM (YHKLMW MEeYeHU MNOSBAAITCS
6e36en1KoBble OTEKM, aHacapKa, KpOBOTEUEHWS;

- Y 4acTu [ieTeil 0TMeYaeTCs CneLmguyecKnii «kanyCTHbI» 3anax Tena;

- TMNEepPryuapo3s — BbIPXKEH B NMeproj, KpU3oB, 0CO6EHHO Ha (hoHe MXopagKn 1
TUMOTIMKEMUN, SBNSIETCA BTOPUYHBLIM, TaK KakK KymnupyeTcas Mo Mmepe
CHWDKEHWS 3HAOMEHHON MHTOKCUKaLWK;

- TUMNEepPaCcTe3ns KOXHbIX MOKPOBOB (PeOEHOK NpearnoumTaeT HaxoauTcs B
KpoBaTKe, a He Ha PpyKax Yy MaTepu) SBASETCS MPOSBIEHWEM
MonMHenponaTuu;

- CMepTb B Bo3pacTe A0 roga (6-8 mMec.) OT MEYEHOYHON HeaoCTaTOYHOCTU
W/ KPOBOTEYEHNS.

XpoHunyeckaa HT 1b npoTekaert:

- yawle C  MPeMMYLLECTBEHHbIM  MOPaXEHMEeM  neyveHW  (LMPPO30OM,
renaTouenoNAPHON KapLMHOMOW);

- pexe C  BefyluM  MNOpaXeHMeM  Moyek  (paxmTonoLoOHbIM
3a60/1eBaHNEMBCNEACTBIE TAHXKENON TybynonaTtum - BTOPUYHOIO CUHAPOMa
®aHKOHW, C amuvHoauuaypuen, rnoKosypuen, gochaTypueit, noyeyHbIm
KaHa/IbLieBbIM auui030M);

- C COYeTaHHbIM NOPaXKEHVEM W MEYeHU, 1 MOYeK;

- 3ab0/1eBaHe MOXET HayaTbCH C HernevyeHOUHbIX MPOSBEHWUA MO TUMy
nopthumpun  (Nepudepmryeckoil HeilponaTMmn, OCTPbIMK abAOMUHASIbHBIMU
Kpu3amu);

- C TUPO3MHEMUYECKUMI KPU3aMW C IMXOPALKOW, PBOTOM, NHTOKCUKALMENA,
Kapguomuonatueld 1 NpoBOLMPYHOLLMMUCA 6ENKOBOIN MULLEN.

Be3 neyeHus cyllecTBYeT BbICOKMI pucK (8o 40%) pa3BuTuA renaToLeItoNsapHON
KapuMHOMbI. HavasibHble NposiBNieHns aaxe npu 16 Trune obHapy»XMBarOTCA Ha NepBOM-
BTOPOM rOZY >XW3HW B BUAE renatoMerasmu, rurnorivkeMun, noTineBocTu, cnabocTw,
nosMypum, BUTaMmMH D-pe3nCcTeHTHOro paxmra.

XpoHuyeckaa opma (HT1B) npoTekaeT nerye, 0CO6EHHO Korga AeTu 0TKasbIBatOTCA OT
6eN1KOBOV NULLW, a POAUTENN HE HACTaMBatOT Ha ee npuemMe. enaTtoMeranus BbISBNSETCA Y BCEX
[eTel, MnopaxeHWe MOYEK ONpedenseT pas/IMYyHY0 CTeneHb paxuta OT  MUHUMASIbHOWA
runogocaTemMmn 1 BasblyCHON fedhopMaumMn HOr O TSHKeNoh  Aeopmauum  CKeneta,
MO3BOHOYHWKA, TPYAHOM KNETKW, BNOTb 4O MOMHOW NOTEPW OMOPHON CMOCOBHOCTU, YTpaTbl
paHee CyLLEeCTBOBABLUMX HAaBbIKOB XOA4bObl. pU XPOHWYECKON TUPO3UHEMUM OTMEYaeTCs
3afepXXKa pocTa Ha 3-4 roga oTcTaeT (hM3n0N0rmyeckas CMeHa 3y60B, 3aepXXNBaeTCst KOCTHbIN
Bo3pacT. Kapauomuonatvs w apTepuanbHas TUMepTeH3ns MposBASIOTCA Kak B pesynbTar
MeTaboMYeCKMX NPOLLECCoB, TakK Y BTOPUYHO Ha (DOHE NMOPaKEHUSA MOYeEK.



KpunToreHHble UMppo3 neveHn U/mam renatut OT MUHUMa/IbHOW A0 BbICOKO CTEMeHM
AKTUBHOCTU SABNSAKOTCH NMOKa3aHWEM K UCKIoueHuno HT1.

NABOPATOPHAA ANATHOCTUKA

1. MaTOrHOMOHMYHbIM NpU3HaKoM HT1 SBsSieTCA BbICOKMIA YPOBEHb CyKLMHUIALETOHA B MOYe
M nnasme kposu (Hopma 0-2 MMonb/Monb KpeaTUHWHA)(SBMSETCA MPUOPUTETHBLIM B
AnarHoctuke HT1).; ofHaKO Hebo/bLIOe MOBbIWeHMEe CYKUMHMUNALETOHA B KPOBU N MOYe
MOXET OblTb Mpy 06paTUMO MHIMOMUMM (hepMeHTa, HanpumMep GenKOBOM MNepekopMme,
NpUBOASALLEM K (DYHKUMOHAIbHOW HefocTaTouHOCTM FAH, KOpMIeHMU HepasBefeHHbIM
KO3bMM  MoOsioKOM. [Mpu  nepeBoge Ha  6e30e/IKOBYHO  AMETY U MPOBeLeHUM
[ETOKCUKALNOHHOW Tepanun ypoBeHb CYKLMHWMALETOHA 3HauMMO najaer, U LoCTuraet
HOPMbl B TeuyeHMe CYTOK MNpW MNPOBeAeHWM Cneuuguyeckoin Tepanuu HUTU3UHOHOM.
ccnepoBaHue CyKUMHWMNALETOHA HEOOXOAMMO NPOBOAUTL A0 Havana [AeTOKCUKALMOHHOM
Tepanuu, nepenveaHns naasmMbl U Apyrux KOMMOHEHTOB KPOBMU.

2. TloBbIlWEHHOE Ccofep>KaHne apomMaTUYeCKMX amuHOKUCIOT (TUPO3UHA, MeTMWOHUHA,
NponuHa, (eHwWnanaHMHa 1 Ap.) B CbIBOPOTKE KPOBW. BbICOKMIA ypOBEHb METUMOHWUHA
NPUBOAUT K TMOSIBNEHUIO «KaMyCTHOrO» 3araxa, KOTOPbIA He TakK ChneumpuyeH, Kak
OMUCbIBA/IOCL paHee, W CKOpee OTpaXaeT MevyeHOYHO-KNEeTOUYHYH HefoCTaTOYHOCTb.
YpoBeHb Tupo3nMHa Bbiwe 200 MKMonb/n 1 NOBbIWEHWE €ero MpeALlecTBeHHNKaA
(beHMNanaHWHa nNpuM  TUPO3UHEMUM ONPELEeNAIOTCA Wb Y AeTeld C  HOPMa/ibHbIM
TPO(ONOrMYECKNM CTaTyCOM. Y WCTOLUEHHbIX AeTeld C A/IMTENbHbIM aHaMHe30M W
K/IMHWKON 6eNKOBO-3HEPreTUYECKOn HefOCTaTOYHOCTU TUPO3WH U (PEHWNaNaHUH MOXET
ObITb B HOPME 1 [JaXKe HUXKE HOPMbI.

3. Anbpa-tpeTonpoTenH (APIT) — Mmapkep nponudepauun >XenyHbliX xopos, npu HT1b
MOBbILWEH B AeCATKM, a Yy fgeTei ¢ HTL1A paxe B TbicauM pa3, nosbieHne AP He
CNeyNgUYHbIA, HO YyBCTBUTE/IbHLIA NpPU3HaK. Mpy HopMasibHOM ypoBHe A®IT gmarHos
HT1 comHuTeneH (y getert ot 0 o 3 mec. A®I1 <1000 Hr/mn; oT 3 mec. Ao 18 net API1<12
Hr/Mn);

4. KOCBeHHbIM Npu3Hakom HT1 SBNseTCcs NoBbILIEHNE O-aMUHONEBYNMHOBO KUCNOTbI, TaK Kak

CYKUVMHUMALUETOH MHITMOUPYeT AervaporeHasy 0-aM1HONEBYMHOBOM KMUCNOTbI B MEYEHN U
apuTpoumuTax, CoaepkaHune 0-amMMHONEBY/IMHOBOM KWCMOTbl B pPa3oBO/ Npobe mMoun B
HopMme cocTaBnsieT <34 MKmonb/n (hopmyna nepepacyeta<4,5 mr/n x 7,626), B CyTOYHOW
moye 11,4 - 57,2 mkmonb/cyT (1,5- 7, 5 mr/cyr).
Kpome HacnefcTBEHHOM TUPO3MHEMMM MOBbILLEHWE KOHLEHTPaLMn &-amMUHONEBY/TMHOBOM
KUC/OTblI OTMeYaeTcad Npu OCTpbIX nopdupmax (OCTpas MnepemexkaroLlasncs, «necTpass,
BPOXJEHHaA KOMponopmupus), OTPaB/eHUN N CBUHLIOM, AeuuuTe amWHOJMEBY/IMHAT-
ferngpartasbl  (FOMO3UrOThbl). YMEpPeHHOe TMOBbILEHNEe MOXET Habnaatbea  npu
AnabeTnyeckoM Ketoauuaose, 6epeMeHHOCTH, NO3AHEN KOXHOM nophupun 1 npu npuéme
HEKOTOPbIX MPOTUBOCYA0POXHbLIX CPEACTB.

5. MonekynsipHO-reHeTMYECKOe  WCCMeAoBaHME: BbisiBIeHME MyTauuidi B reHe FAH,
KoAupytoLLem ymapunatetoaleTartrniponasy.

6. JlOMONHUTENIbHO: B GUOXMMUYECKMX aHa/In3ax KPOBU OTMEYaeTCst YMEPEHHO MOBbILIEHHbI
YypOBeHb TpaHcamMumHas 2-3 HOPMbl, MPU3HaKW XonecTasa — BbICOKWA  YPOBEHb
rammarnokypoHunTpaHenenTugassl (FTTM) 1 wenoyHoit ochaTasbl, NPU  HaINUUM
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paxmTonogo6HOro 3aboneBaHNs akTMBHOCTb MOC/MEAHeN MpeBbIlaeT HOpMY B 5 pas B U
6onee, 3NeKTPONUTHBIN AncHanaHC ONPeaensieTcs BbIPaXXEHHOCTbIO TY6YnonaTum — HU3KKM
YPOBEHb KanbLms 1 hochopa B CbIBOPOTKE KPOBU, AepuuyToM 6ukapboHaTOB MeHee 18
(aepuumt BE 60nbLLE 4).

7. CuHppom PaHKOHM — TH0KO3YpUs, NMOBbILLEHHAA 3KCKPeLua Kaibuua n gocgopa B Moue,
ONTUMaNbHO  ONPefenseTcs  KalbUWA/KpeaTUHMHOBLIM U (hocthop/KpeaTUHUHOBbLIM
KoapuymeHTOM B pas3oBoil  (BTOPOW) MOPUMM  MOYKM, KOTOpble MOryT  ObiTb
NOXHOOTPULATENbHBIMY MPU HU3KOM YPOBHE 3TUX 3/1EKTPOIMTOB B KPOBW. [pr3HaKu
cuHgpoMa @PaHKOHM  BK/IOYAKOT  /IIOKO3YPUID, TEHEepaiM30BaHHYHO amuHOoauuaypuio,
MOYEYHbIN KaHa/bLEBbI aumaos, gochatyputo. CUHAPOM PaHKOHW MOXET ObITb Kak
MOMHbIM, TaK W  HENONHbIM. BTOPWYHBIA  runepnapaTupeos, COMPSHKEHHbIA ¢
rmnokasblemMmein 1 runogocgareMmeidr, U COOTBETCTBYHOLUMMU UM KaSlbUUiA- U
thoctatypuein).

8. KWC - npu ocTpoii TUPO3MHEMMN XapaKTepeH MeTabo/MyecKuidi aumpos, 3a cuet
HapyLleHNs KoMneHcauum bukapboHaTamu. Ma3oBbIvi COCTaB KPOBW BapuabeneH.

9. OnpegeneHne ypoBHA TNHOKO3bl B KPOBW: MO HaWWUM [aHHbLIM NMPY OCTPOM TedeHun HT1A
MOXEeT BbIABNATbCA [MNOrNMKEMUS, KOTOpas CBsi3aHa CKOpee C MNeYeHOUYHO-K/ETOUHOM
HefOCTAaTOYHOCTbIO M WUCTOLLEHWEM 3amnacoB /IMKOreHa B MeyeHW, a Mo UTepaTypHbIM
[aHHbIM 00YCNOB/IEHA MMMEPUHCY/TMHU3MOM.

10. ViccnepoBaHne CUCTEMbl CBePTbIBaHUA KPOBM HeOOXOAMMO B CBA3W C BUTaMMH K —
3aBMCKMOW Koarynonatuen — 4enumMToM BCEX NeYeHOUHbIX (hakTopoB cepTbiBaHua (11, V,
VII, X, IX, XI, XII), koarynonatus ¢ ya/IMHeH1eM NpoTPOMOUHOBOIO 1 aKTUBUMPOBAHHOIO
4aCTMYHOTO TpOM6ONIacTMHOBOrO BpeMeHW (AYTB), CHWXeHUM MPOTPOMOVMHOBOIO
NHAeKca, (PUOPUHOreHa, CHKEHUM aHTUTpoMOuMHa Il1l. Koarynonatus vaile BCTpeyaertcs
npy octpoii TuposnHemun (HT1A) v NpoTekaeT 3HAUMTENIbHO TsHKesiee, YeM Npu ApYrux
00Ne3HAX NeyeHW, Torga Kak akTMBHOCTb TpaHCaMWHa3 U CofepXaHve 6unMpybuHa,
HanpoTuMB, BblpaXKeHbl yMepeHHOo, KakK 3a cyeT ACT, Tak U AJIT, BbICOKas CTeneHb
LIMTO/IN3a BCTPEYAETCH PeLKO.

11. XonecTas: npu HT1A yMepeHHbIn BHYTPUMEYEHOUHbIA XonecTas, npu HT1b xonectas
MOXET ObITb ANCCOLMMPOBAHHBLIM - C HOPMa/lbHbIM YPOBHEM OMNMPYOMHA, HO C BbICOKUM
YPOBHEM ramMmarfitoKypoHuntpaHcnentugassl (FCTI), wenoyHoli docatasbl  (LLLP),
MocnefHAs MOXeT ObITb MPOSAB/IEHNEM OCTPOr0 paxumTa.

[VarHo3 TUPO3UHEMUS, TUN 1 CTaBUTCA Ha OCHOBAaHWM COBOKYMHOCTU K/MHMYECKUX
[aHHbIX 1 pPe3ynbTaToB 1a60PaTOPHOro UCC/e0BaHUS

NMHCTPYMEHTAJIbBHAA JNATHOCTUKA

YnbTpassykoBas [MarHoCTUKa OpraHoB OpPHOLWHOW NONOCTW, B TOM u4ucne, C
[OMNNNEPOBCKUM  KapTUPOBaHWEM COCYAOB MOPTalbHON CUCTEMbI, MO3BOJISET BbISBUTL Ha
paHHUX CTaguax AuddysHble W3MEHEHWUS MeYeHW, HadasbHble MPU3HaKM  NOPTa/IbHOM
TMNepTeH3MM B BWUAe CM/JIEHOMEraiMK, pacluMpeHns BOPOTHOW W CeNe3eHOYHOM  BeH,
BU3Ya/IM3NPYIOTCA TUNEP- U TUMO3XOreHHbIE Y3/1bl B MEYeHU, MMQOY3/ibl B BOPOTaX MeYeHMu,
rUNepniasuilo  MOMKENYAOYHON  Kenesbl, YBe/MYeHVWEe pPasMepoB  MOYEK, HapyLUeHue
AnddepeHUPOBKN CNOEB.

[pyrve metogpl Bu3yanusaumy (KOMnblOTepHas Tomorpadus, MarHuTHO-pe3oHaHCcHas
Tomorpadusa ¢ MPXII™ (MarH/THO-Pe30HAHCHON XonaHrnonaHkpeaTorpadguen) Heo6XxoaMMmbl
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Npyv MOAO3PEHNM Ha Ma/MrHU3auui0 — (OPMMPOBaHME TenaToLeNIoNAPHON  KapLMHOMbI,
OCHOBaHWMEM [/11 KOTOPOI ABNSETCA peunamB nogbema 3HaveHnin API B COTHU U Jaxe ThiCAUN
pas.

PafnMousoTonHoe uccnefoBaHne rnedeHW (remaToCUMHTUIpagus cTaTuydeckas W
[AVHamuyeckas, renaToouamcuuHTUrpadgus), novek (peHoCUMHTUrpadus) ABNSKTCA METOL0M
COYeTAOWMM BM3yaM3aUMI0 U (PYHKLMOHA/IbHOE WCCef0BaHMe, MPOLECChl NOr/OLeHMNs
paguodgapmnpenapara (PPI1), HapyLleHne BHYTPUKIETOYHOrO TpaHCcnopTa, aKckpeuun PP ¢
Xenyoto, MyTW BbIBELEHWA €ero u3 opraHusmMa, B TOM 4ucfe, nepepacnpeseneHus
rneyeHb/cene3eHKa Npy CTaTUYecKol renatocUMHTUIrpaduy — runepdukcauymns POl B ceneseHke
6onee 15% sBAseTCA NPU3HAKOM NOPTaSIbHOM TMMEPTEH3UN, YHACTKM CHUXKEHHOIO HaKOMIeHNs
— XKUpoBas U CoeauMHUTENbHAsA TKaHb, KUCTbI, afieHoMa (406poKayecTBeHHas OMyXo/b), Y3/bl
pereHepaumMm € TMOHMXXEHHOW  Backynspumsaumeid.  PeHocumHrurpagms  nossosnsieT
ANhepeHUMPOBaHO OLEHUTb (DYHKLMIO MPaBO 1 NIEBOI MOYeK.

JeHcnTOMeTpUA — METOL WCCNeA0BaHUA MUHEPaIbHOM MAOTHOCTU KOCTEW, KOTOpbIiA
LileniecoobpasHO coyeTaTb C OnpesesieHneM KOCTHOro BO3pacTa.

dnacTorpagus neyeHn — ONTUMASbHBIA HEWHBA3WBHbLIA YNbTPa3ByKOBOW MeETO[,
KOMIMYECTBEHHOM OLEHKM MIOTHOCTU TKaHW MeyveHu, NO3BONSET ONpefenvTb 3(heKTUBHOCTb
Tepanuu.

PeHTreHorpadms KoCTeil ckeneTa — MokasaHa npv naaHUpyemon opToreanyeckoi
KoppeKLumu.

PeHTreHorpaus rpygHol KneTKM BXOAMT B NPOTOKON  WCCNeLoBaHUA  Mpu
HEeo6X0AMMOCTM MOLHAPKO3HLIX WCCMeLOBaHWUIA, MPU  Ha/IMYUU  KIMHUYECKUX MNPOSB/IEHNUI
AbIXaTeNbHON HeLOCTaTOYHOCTH, KapanomuonaTumn. IKIT, axokapanorpadus Tak e No3BoNsOT
OLLeHNTb MOP(O-(hYHKLMOHANIbHOE COCTOSHUE CepALa.

NMPUMEPBI ®OPMYJTIMPOBKU ANATHO3A

HacneacTBeHHas TMpo3uMHeMus 1 a Tuna (OCTpoe TeYeHue), OCTpas neyeHOYHas
HeAoCTaTOYHOCTb, BUTaMMH K 3aBMCMMas Koarynonatusi, KaTacTpouyeckoe
KpoBOTeYeHMe (CBepLUMBLLUEECH KPOBOTEYEeHME W3 OCTPOM A3Bbl Kenyaka W
BHYTPVKENYJ0UYKOBOE), OCTpast MoCTreMopparmyeckas aHemus.

HacnefictBeHHas TuposuHemMms 1 a Tuna (OCTPOe TeyeHWue), OC/IOXKHEHHas
LMPPO30M MeYeHn, BUTaMUH-[1-pe3NCTEHTHLIM PaxmMTOM, HEMOHbIM CUHAPOMOM
®aHKoHU. [IMHamMmyecKas HeNPOXOAMMOCTb TOJICTON KMLIKK. Cerncuc.
HacnefacTBeHHas TMpo3nHeMusi 1 6 Tvna (XPOHWYECKOe TeYeHUe), OCNOXKHEHHAS
LMPPO30M MeYeHNn, NOPTasbHOM rMnepTeH3nen, aethopmalms KOCTel ckeneTa Ha
(hoHe NoMHOro cuHapoma PaHKoHM.

HacneactBeHHas TMpo3vHeMmMst 1 6 Tvna (XPOHMYECKOE TEYEHUE), OCNOXKHEHHOE
renaToLenIoNsSPHON KapLMHOMO NpaBoi A0NM NeYeHN 1 hrubpo30M MeYeHu.

ANOPEPEHLMANBHBIA UAMHO3

Octpyto HT 1 Heobxogmmo AudihepeHUMpoBaTb € APYrMMU  MeTaboInyecKumm
60ne3HAMU, 0OCOOGEHHO NPU HA/IMYUK CONYTCTBYHOLLErO CENTUYECKOr0 COCTOSAHWS PE3UCTEHTHOIO
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K Tepanuu aHTMOMOTMKaMM LUMPOKOro  CrekTpa [felcTBus.  Bupyc-accolmpoBaHHble
3aboneBaHus (repnec-rpynmbl: LUTOMeranosupyc, dnwteiHa-bapp Bupyc, repriec 1, 2 n 6
TmnoB), TORCH nH(eKuMn He NCKIOYaroT Hanmumns HT1 Tuna.

MNepMeTUOHMHEMUIO crefyeT AuddepeHLMpoBaTb C FOMOUUCTUHYPUEN, BONE3HAMM
MeTabonmM3mMa METUOHUHA, LeKOMMNEHCMPOBaHHbLIM LIMPPO3OM.

"eHepann30BaHHas aMMHOALMAEMUS YaCTbIA NPU3HAK MEYEHOYHON HefoCTaTOYHOCTH,
HapyLLeHNs YHKLUN aCCUMUNALNN.

[varHoctnyeckuii MOWCK MpW renaTtomMeraium W renatute cregyer MNPOBOAUTL C
ranakto3eMuen, (pyKTo3emuen, HenepeHOCUMOCTbIO (PYKTO3bl, 60Ne3Hbl0 HuMaHHa-MuKa,
60/1e3HbI0 BunbcoHa, HeoHaTa/IbHbIM reMoXpomMaTo30M, remoaroyuTapHbIM
NMM(OrUCTUOLMTO30M,  MUTOXOHAPUAIBHOA  UMTOMAaTel,  BPOXAEHHbIMU  60ME3HAMU
rNIMKO3UINPOBaHUSA,  AeUUMTOM  TpaHcabfonasbl, aueTaMMHO(EeHOBON (napaLeTamosioM)
WHTOKCUKaLMEN, MHPeKLMAMU (CENCUCOM, CalbMOHESNE30M, TYOepKynie3oMm, reprec-BupycHoi,
B TOM Yuncre, LMTOMErasioBUPYCHON MHMEKLMER, BUPYCHbIMK renatutamMmm A n B), oTpasneHun
rpméamu, nekapCcTBEHHbIMU CPeACTBaMM Ha PaCTUTE/IbHON OCHOBE.

MopaxkeHve nouek npu HTL1 cnegyet auddepeHumposats ¢ LMCTUHO30M, CUHAPOMOM
Lowe (okynouepebpopeHasibHas AWUCTPOGXSA), MOYEYUHbIA KaHabLEBbLIA auuaos, CUHAPOMOM
DaHKOHW.

PaxmTonogobHble M3MEHEHUSI CKeneTa TPEOYHT UCKKUeHUs runodocdatasnm (HU3KNIA
YPOBEHb LUENOYHOM (hocthaTasbl M hocthopa B CbIBOPOTKE), [Aedumumta BuTamuvHa [
(HYTPUTUBHOIO N FEHETUYECKM 0BYC/TOB/IEHHON0), CUHAPOMA PaHKOHM.

HeBponornyeckme Kpusbl MOryT 6bITb MPOSABAEHUAMM OTEKa MO3ra U KPOBOU3NUSHUMNA,
6akTepuanbHOro MEHWHIUTA, rMnepHaTpMineMmnyYeckoro 06e3B0OXMBaHNA, OCTpOiA
nepemexaroLLeics nopgpupun.

MNepTMPO3NHEMMS BCTPeYaeTcs Npu 6e/IKOBOM nepekopme (TPaH3UTOPHbI TUPO3UHO3,
(hyHKUMOHanbHasa HegoctatoyHocTb FAH), TuposuHemuun 11 n 11l TMnoB, apyrux 60ne3HsX
MeYeHN C HapyLLUEHNEM CUHTETUYECKON U AETOKCUKALMOHHOW (hYHKLMN.

MoCMHAPOMHBINA AndhepeHUManbHbIN AUarHO3 OTPaxkeH B Tabnuue 1.

Tabnuua 1.
AnhdepeHumnanbHO-AMarHOCTUYECKUIA aITOPUTM

CumnTom
B0O3MOXHbIV gnarHo3

MMnepTpo3nHe | BbICOKOE coaepXkaHme 6efka B palnoHe
MunA TuposuHemusa Il Tnna

TuposnHemusa Il Tvna

[pyrvie 60ne3Hy neyveHu

'MnepmMeToHN | F'OMOUUCTUHYPUSA

Hemus HapyLieHve meTabonmama MeTMOHUHA
[pyrue 601e3HN NeYeHN

3abonesaHne anakTo3emusa Tmun 1, 3

neyeHun HenepeHOCMMOCTb (hpYKTO3bI

BonesHb HumaHa-nuka Tn A/B

bonesHb BunbcoHa

HeoHaTa/lbHbIli reMOXpoMaTo3
"eMocaroumTapHbIi TMMHOrMcTUOLMTO3
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MwuToxoHapuanbHas renaronaTus

BpoxeHHble HapyLLIEHUA TTMKO3UIMPOBaHNSA

[edhunuunT TpaHcabaonasbl

AueTtammHodeHoBas nHTokcrkaums (MAPALETAMOJIOM!T)
BakTepunanbHble MH(eKUMK (cencuc, calbMoHeNna, Tybepkynes)
BupycHble nHgekunn (CMV, renatut A,B, repnec)
OTpaBneHune rpmbamn (61egHON NOraHKo)

JlekapcTBa 13 pacTUTENIbHOTO CbIpbA

N anocrHKpasns Ha pasnnyHble areHThbl

NHpUNbTPaTUBHLIN UM MLLEMUYECKWIA NPOLIECC

3abonesaHve CuHgpom Jloy

noyek LncTtnHo3

MoYeYHbIn KaHaNbLEBbIA aungo3
PaHKOHW CUHAPOM

PaxuTt Mmnodpocharasus

Oedumunt BUTaMMHa a (HYTPUTUBHbIN nnn reHeTUYecKu
[EeTEPMUHVPOBAHHbIIA)

"'MnodocdaremMmnyeckmnin paxut

®aHKOHM CUHAPOM

Hesponoruueck | OTek Mo3ra, KpOBOU3NMSHME

NiA KpU3nc BupycHbIii/6aKTepuanbHbIi MEHUHTUT
"MnepHaTpueMmnyecKas gervaparauus
OcTpast nepemexaroLasca noppupus

MPEHATANBbHAA ANATHOCTUKA

B0o3MOXXHO npoBefeHne MpaMoi uan KocseHHon OHK-guarHocTukm Ha 8-11 Hepensx
GepeMeHHOCTU MNyTeM WCCMeA0BaHUS XOPUOHWMYECKMX BOPCWH, WUCCNefoBaHMEe MOKas3aHo
MaTepsaM, WMELWMM aeTeil 60/bHbIX HT1, U MMeeT Lefnblo npepbiBaHWe HeXenaresbHOM
6epeMeHHOCTU N0 MeAULMHCKUM NPOTMUBOMOKa3aHUAM.

LienecoobpasHo NPOBOAUTL CENEKTMBHbIA HEeOHATa/IbHbIA CKPUHUHE MPU  Ha/IM4mn
OTArOLLEHHOr0 HacMefCTBEHHOIO0 aHaMHe3a MpyY HaMyuuM CMepTerd MNafeHLEeB B CEMbe OT
cencuca, BHyTPYKeNyL04KOBbIX UM UHbIX KPOBOU3AHUIA N KPOBOTEUEHWIA, CMepTeli AeTeli OT
HEYCTaHOB/IEHHOM  OCTPOW  MEYEHOYHOM  HefOCTaTOYHOCTW. HeoHaTanbHbIA  CKPUHWUHT
3aK/0YaeTcs B WCCMef0BaHWM YPOBHS CYKLUMHWNALETOHa B MOYe W/WAM KPOBM  Kak npu
POXAEeHUW, 4epe3 HeAento W uepe3 Mecal, Mocfe pPOXKAEeHWUA. MeHee YyBCTBUTE/IbHO
nccnefoBaHMe aMMHOKMCIOTHOIO CMEKTPa KPoBM (Cyxue NATHa KPOBM) C aKLeHTOM Ha YPOBEHb
TUPO3MHA W METUOHMHA. [lOBbILEHME  YPOBHA  3TUX  AMWHOKWUCIOT  HEo6Xo4UMO
AndhdepeHLMpoBaTh C TPAH3UTOPHON TUPO3MHEMUEN HOBOPOXKAEHHbIX, TUpo3uHeMuein 11 n Il
TUMOB, APYTrMMK 60NE3HAMUN NeYeHN. BbICOKUIA YPOBEHb METUOHNHA MOXET OTPaXKaTb TSHXKENYHO
MEYEHOYHYID  He[OCTAaTOMHOCTb, BPOXAEHHbI  AedeKT  MeTabonm3amMa MeTUOHWMHA — —
rOMOUMCTUHYPUIO (AenumT 6eTa-CMHTeTasbl LUCTaTUOHMHA).

B KaHage, npoBunHUMK KBebeK, rae oTMevaeTcsi camas 6onbluas nonynaums 60/bHbIX
HT1 B Mupe, B KAYeCTBE CKPUHMHI-TECTA [/19 0TOOpa AeTeil Ha onpefeneHne CyKUMHUIaLeToHa
NCMONMb3YeTC WCCNeAoBaHMe aKTMBHOCTM (epMeHTa Aerungpartasbl  O-amMMHOMEBYNEHOBOM
kucnotbl (PBG-cuHTa3b!).

CKpuHUHT: B Poccuitickoin ®efepaliy He NpoBOAMTCS.
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NEYEHWE

Cneymnduryeckasa Tepanusa NpoBoauTcs npenapatom HUTU3NHOH (NTBC, 2-(2-H1Tpo-4-
TpudntoopomeTundeHsonn)-1,3-umknorekcaneamoH), AL6AX04 dnakoHbl no 60 kancyn,
cogepxawmx 2 mr, 5 mr, 10 Mr HUTU3MHOHA. [aHHbIA npenapaTr aHajoros HEe WnMeeT.
PekomeHZYylOT  ncnonb3oBatb ero B nedyeHun HT 1 Tuna Ha CcTagum [0 pasBUTUA
renaToLes/oISPHON KapLyHOMBI.

HUTU3MHOH NPUMEHSIETCA B COYETaHWM C HU3KOOENKOBOM [METON U HasHauyeHWeMm
CMeCel, He CoepyKallmxX TUPO3UH 1 (heHuIaaHWH.

HWTU3NMHOH 6NOKMpPYeT  4-TMAPOKCU(EHUNNMPYBAT OMOKCUIeHasy W MNpensTcTByeT
06pa3oBaHNI0 KOHEYHbIX TOKCUYECKMX MeTaboNnToB, YPOBEHb TUPO3WMHA B CbIBOPOTKE KPOBWU
Mpu 3TOM MOBbLILIAETCA, YTO AB/AETCA OCHOBAHWEM [ OrpaHUYeHns B AWeTe (heHunanaHnHa
(KaK npeALecTBEHHMKA TUPO3MHA) 1 TUPO3MHA NMYTEM Ha3HAYeHUs Creuuanm3vpoBaHHOM ANETbI
C OrpaHuyeHnem 3Tux aMMHOKMUCOT.

[o3npoBaHue

[o3a nopbupaeTca WHAMBUAYaNbHO B 3aBUCMMOCTM OT 3((EKTMBHOCTKM, KOTOpas
OLIEHMBAETCH MO YPOBHIO CYKLMHUIALETOHA B MOYE U KPOBW, 1 YPOBHIO TUPO3MHA B CbIBOPOTKE
Kposu. OcTpast popMa TUPO3MHEMUN TPebyeT HazHaYeHNst HUTU3NHOHA 2 MIT/KT, CHVKeHWS [03bl
He TpebyeTcs, MO Mepe pocTa W YBe/MYEHUS Maccbl Tena pebeHka [03a aBTOMaTU4YecKu
CHWXaeTca 10 1 mr/kr.

MopnepxkunsaroLast TepaneBTuyeckas gosa npu HT1A coctaBnser 1 Mr/kr/cyTku, npu
HT1b HayanbHas fosa 1-1,5 Mr/Kr/cyTku, ecnm ypoBeHb TMpo3nHa meHee 600-800 mkMornb/n,
CyTOYHaa [03a AaeTca B OAMH-ABa Npuema BHYTPpb. [lepuof nosnysbiBeAeHUs COCTaBnsfeT 54
yaca, YTO NO3BOMAET PEKOMEH/O0BATb, M 3TO MPeAnoYTUTeNbHEE, OL4HOKPATHbLINA NPUEM CYTOUHOW
A03bl.

YBenuyeHne [03bl 40 2 MI/KI/CYTKM BO3MOXHO MpW  OTCYTCTBUM 3ddpekTa (He
YNyULIAKTCA NoKasaTte/iv KoarynorpaMmbl, YpOBeHb CYKLMHWIALETOHA HE CHUXXAETCA B TeYeHWe
2 Hefenb), YPOBEHb TMPO3MHa cocTaBnseT 6onee 800 MKMonb/n. Yem Bblille YPOBEHb TUPO3MHA
B KPOBW, TEM >eCTYe AO0/MKHbl ObiTb orpaHuyeHus 6Genka B auete (0,5- 1 r/Kr/cyTkn).
MoTpebHOCTb B APYrnX HE3aMEHUMbIX aMUHOKMC/IOTaX BOCMOJSIHAETCS Ha3HaYeHVeM fiedebHOro
nuTaHus (8o 2 r/Kr), 4to NO3BONAET LOOUTLCA HOPMaILHOTO pocTa U pasBuTus. Koppekuus
[03bl HATU3MHOHA NPOBOAUTCA B 3aBUCUMOCTM OT GUOXMMUYECKMX MoKasaTeneli 1 HapacTaHus
maccbl Tena pebeHka. Okono 10% O6ONbHLIX Ha Tepanuid HUTU3MHOHOM He OTBeYatoT, YTO
onpegensietcs pesynbrtaTaMu OUMOXMMWUYECKOTO MOHUTOPUHIa (CYKUMHWNALETOHa B MOYe,
(hyHKUMOHaNbHble Npo6bl MeveHn, anbda-geronpotenH (APIT). Takve nauueHTbl SBAAKOTCA
MoTeHUMa/IbHbIMW MPeTeHAEeHTaMN Ha TPAHCMIaHTaUMIo NeYeHu.

[0 MCKNOYEHUS ranakTo3eMnn U PPYKTO3eMUM Yy fAeTell C MOLO3PEHUEM Ha OCTPYHO
TUPO3NHEMMUIO JOSIKHBI ObITh NCK/THOUEHbI FralakTo3a U PPyKTOo3a.

Mpy BbLICOKOM YypoBHe O6uAMpybuHa (>100 MKMONAb/N) WM OCTPOA  NEYEHOYHOM
HeLOCTaTOMHOCTN B COYeTaHUU C runepaMMoHunemuiein (> 100 MKMonb/N) He UCKIK4aeTcs
He06X0AMMOCTb B 3KCTPEHHOW TpaHCMIaHTaLMmn NeveHu.

CHMXeHMe YPOBHA CYKLMHUMALETOHA Ha (pOHe Tepanuyv HUTU3MHOHOM MPOUCXOAMT B
TeyeHne 24 4acoB, KOHLEHTpaumMa aMmMHOKUCAOT (TUPO3MHA U (peHWUNnanaHnHa) NoBbILLAETCA B
3aBMCUMOCTU OT KO/MYeCTBa AMeTUYecKoro 6esnika. A®I1 CHMXaeTCA Mef/IeHHO U 3aBUCUT OT
Haya/ibHbIX KOHLEHTpaLWii, He Bcerga 4oCTUraeT HopMmbl.

TpeboBaHMS K NIe4EHNIO HUTU3VNHOHOM
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JleyeHvie [O/MKHO ObITb HernpepbiBHbIM (1). B Xofe Tepanuy KOHUEHTpauus TMpo3nHa
YBENNYMBAETCSH, MepepbiBbl B Tepanuu TrPo3AT pPas3BUTMEM  TUPO3UHEMUYECKUX KPW30B
(nopupnHONOLOGHLIX  HEBPOMIOTMYECKUX  KPW30B,  MaUrHusaumein).  PekomeHayemas
KoHueHTpaumsa NTBC B nnasme 30-50 MKMornb. [leTh ¢ OXMpeHneM TpebytoT MofaepKaHus
4YyTb MeHbLLEli KOHLEHTPaLy npenapaTa Ha 1Kr Beca, B cpegHeM 35 Mr/M?/eHb.

KOHTponb Tepanuu B TeueHve 1-i1 Helenn Tepanum BKIKOYaeT UCCef0BaHME:

- B Kposu: KLLC, (hyHKUMOHaNbHbIE NPobbl neveHn (bunupyouH, AT, ACT, I'TTI -
ramma-r/itoTaMmuaTpaHcnenTuaasa, WenovyHas gocdarasa, anbbymuH), koarynorpamma (MTN,
AUYTB, (unbpuHOreH), MOYEBMHA, 3NEKTPONNTBI, KPeaTUHWH, KalbLuil, (octhop, KNETOYHbIN
COCTaB KPOBW, aMWUHOKMC/IOTHbIN crekTp, A®I, CyKUWHWNALETOH, MO0 BO3MOXHOCTH,
KoHueHTpaums NTBC, npu oCTpol MNeYeHOYHOM HeAOCTAaTOMHOCTU —  [AOMOSIHUTESIbHO
ornpegeneHne aMMOHWUS, rIHOKO3bI.

- B MOYe: [/IH0KO3a, aMWUHOKWUCNOTbI, (octop- ©  KaibUWA/KpeaTUHWHOBLIE
KO3(h(hMLUMEHTbI, albbYMUH, 6e/10K, 6eTa-2-MUKPOrI06YNnH.

B panbHelilwem nocne Hopmaav3aumy napameTpoB MpW IEYEHUN U B 3aBUCUMOCTU OT
CTPOrocT¥ COBM0AEHNA ANETbI UHTEPBAN 3TUX UCCNEL0BaHWI COCTaBNAET OT 6 MecALEB [0 roja.
Tak >ke B 3aBMCUMOCTM OT K/MHWYECKOW CUTyauuu TpebyeTcs KOHTPO/b YPOBHS (HONaToB,
BUTaMMHa B12, CbIBOPOTOUHOIO Xesne3a 1 peppuTuHa, ButammHa A, E, [, MUKPOHYTPUEHTOB —
ceneHa, LUMHKa, Mefu.

Mo604HbIe 3 HEKTbI HUTU3NHOHA

YacTble: KOHbIOHKTUBWUT, MOMYTHEHWE POroBULbl, KepaTWUT, CBETOO0S3Hb, ObpaTumast
NenKoneHus, rpaHyoLUTONEeHNs, U TPOMOOLMTONEHNS

Peakwe: nelikoumtos, 6netaput, 3ya, SKCPONNATUBHBIA AepMaTUT, 3pUTEMATO3HasA Cbifb.

[o n uepe3 Mecsy nocre OT Hayasa Tepanun pebeHoK A0/KeH OblTb OCMOTPEH
0(hTa/IbMO/IOrOM C NMOMOLLBHO LLIEIEBOI NaMnbl.

JeyebHoe nNuTaHne

B Poccuiickoin ®epfepaumm 3aperncTpupoBaHbl Creumnann3npoBaHHble NPOAYKTbl Ha
OCHOBE aMMHOKWCNOT 6e3 (eHunataHuHa W TUPO3MHa, pacyeT ob6bema MNPOBOAMTCA MO
6e/IKOBOMY 3KBUBA/IEHTY:

Tabnuua 2.
XUMUYeECKUIA cocTaB Crneunanm3anpoBaHHbIX NPOLYKTOB /1le4e6HOro NUTaHns 415
60/bHbIX TUpPo3uHeMueli | Tvn (B 100 r cyxoro npogykKTa)*

HanmeHoBaHue benok XKup, r Yrnesojbl, OHepreTun BospacTt

npoaykKTa (3kB.) T r yecKas npUMeHe-
LEeHHOCTb, HUSA

KKan

HyTpureH 14 14 23 BT.M. 50,3 470 0-12 mec

- tyr -phe OUMHXK

HyTtpureH 20 20 18 50,2 443 C1lropa

- tyr -phe

HyTtpureH 40 40 13,0 31,4 401 C1lropa

- tyr -phe

HyTtpureH 70 70 0 4,0 296 C1lropa

- tyr -phe

TYR AHamukc 13,1 23 B T.M. 49,5 457 0-12 mec

NHpaHT OUMHXK

XPHEN, TYR 77 0 4,5 326 Jetn un
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| TMpo3MaoH | | | | B3pocnble |
*_NPOZyKTbl 32pErMCTPUPOBaHbI Ha TEPPUTOPUM FOCYAAPCTB TaMoXeHHoro Coto3a.

PacueT neyebHOro nuTaHna (Mpy HaIM4YMKU Tepanum HUTU3MHOHOM) A/1 LeTeil NepBoro
rofa >XM3H1 NPOM3BOAAT MCXOAS M3 NOTPEOHOCTM B Benke, 613KoN K msnonormyeckon (2,2 —
2,3 r/kr maccbl Tena B CyTku). He meHee 50%-60% cyTO4YHOM MOTPe6HOCTM B 6Genke
Y[0BNETBOPSETCA 3a CYET Creuuain3vpoBaHHOA CMeCUM aMUHOKKUCNOT (Tabn. 2), ocTa/lbHas
yacTb (40-50%) KoMMNeHcUpyeTcs GENKOM CLEXXEHHOro MaTepUMHCKOro MOJIoKa WU AEeTCKOWN
MOJIOYHOIN CMeCKn C HU3KMUM cogepxaHunem 6enka (1,2-1,3 r 6esika Ha 100 mn BOCCTaHOB/IEHHOW
CMecK), a TaKkkKe HU3KOOENKOBbIMY MPOAYKTaMy MPUKopMa (OBOLLHbIE M (PPYKTOBbIE MIOPE,
6e3M0N0oYHbIe Kawwy ¢ cofepXkaHumem 6Genka He 6onee 0,5 r Ha 100Mn roTOBOWN Kaluw,
CreLnann3npoBaHHble HW3KO6eNKOBble MPOAYKTbl HA OCHOBE KpaxMasioB, Hanpumep, caro u
ap.). JedmunTt KanopuinHOCTU le4yebHOro paLMoHa KOMMEHCUPYETCS C NMOMOLLbI0 f06aBeHNs
XWpPOB (pacTUTeNbHOro mMacna, Ho He 6onee 3,5-4 1 06LLero Xwupa Ha Kr Maccbl Tena B CyTKu) U1
YBENMYEHUS KBOTbl Yr/1eBOLOB 3a CYeT [06aBfeHUs BbllUeYKa3aHHbIX HU3KOOEIKOBbIX
NPOAYKTOB, & Takxke 5% Tr/OKO3bl. AHAIONMYHBIM 06pa3oM CTPOUTCH fievebHbIA paunoH y
60MbHbIX CTapLue rofa, obwimii 6en0K paccUMTbIBAETCA UCX0AS M3 6e30nacHbIX NOTPe6HOCTEN B
6enke (He 6onee 1,5-1,8 r/Kr maccol Tena B CyTKH).

Mpy OTCYTCTBMM Tepanuv HUTU3MHOHOM MPUHUMMLI  OpraHu3aumMm guetotepanuu
OCTatOTCA Te XKe, HO OrpaHuyeHns B 6enke Gosiee XKECTKMe, pacyeT MPOU3BOANTCS, UCXOAA U3
MUHUMa/bHBIX NOTPEGHOCTEN B 6eNke Ha KI MacChl Tefa B CYTKM (Ha NepBoM rofy XwusHu —1,5
MI/Kr  Maccbl Tena, Yy pfeTei cTapwe roga ot 15 pgo 1,2 r/kr maccbl Tena), Ans
cbasiaHCMpPOBAaHHOCTM CYTOYHOrO pauMoHa WCMOMb3YHT HU3KOOE/NIKOBble HaTypasibHble U
crneynann3npoBaHHble NPOLYKTbl HA OCHOBE KPaxMasioB, a TakXKe pacTuTe/lbHble Macna, B 3TUX
NPOAYKTax XenaTeslbHO YYNTbIBATb COAEPXKaHNe NaTOreHeTUYeCKN 3HaYMMbIX aMUHOKMCIIOT.

Mpwn neyeHNN 60NbHBIX TUPO3MHEMUEN HeNb3s MPUMEHSATbL 6enkoBble npenapartbl U
MPOM3BOAHbIE KPOBU, KOTOPbIE HEOOXOANMbI UCK/THOUUTENIbHO MO XMU3HEHHBIM MOKa3aHUAM Mpu
MPOBEeLEHNM 3KCTPAKOPMNOPa/ibHbIX METOLOB LETOKCUKALMKW, 3aMEHHOM MNepesiuBaHumn nasmbl,
MCKNIOYaK0TCA Npenaparbl HA OCHOBE aMUHOKMC/IOT (B TOM YuMC/Ie renatonpoTeKTOpbl HA OCHOBE
afleMeTMOHWHA, OPHUTMHA W Ap.). BakumHbl 1 CbIBOPOTKM MOTYT WUCMO/b30BaTbCA B C/y4ae
KpaviHeii Heo6XOAMMOCTU W MOCMe Ha3HayeHWs HUTU3MHOHa. He cnefyeT NPUMEHSTb
napaueTamosn C >XapornoHMXKAKOLEN Lefblo B CBA3M C MeTabonM3MOM ero 4Yepe3 CUCTEMY
umMtoxpoma P450. [mazenam, npenapatbl Ba/bMPOEBOM KUCAOTbI W Apyrve npenapartbl C
MeYEHOUYHbIM NyTeM MeTabo/iM3Ma MOTYT  BbI3BaTb  MePejo3vVPOBKY U yXy[LIeHWe
()YHKUMOHANbHOrO ~ COCTOSIHUA ~ nedyeHn.  HeobXOAMMO  MOXM3HEHHOE  MPUMEHeHMe
HW3KO6ENKOBOM [uMeTbl, & B OCTPOM nepuoe 6e36e/KOBON 40 HOpMasM3auMmn CoAepXKaHus
CYKLMHMNALETOHA B MOYe U/UN KPOBU.

[ononHuTensHO 41 BOCMOMHEHUA  He3aMeHVMMbIX aMUHOKMCIOT U 06ecrneyeHuns
HOPMa/IbHOr0 pocTa U pasBuUTUA pebeHKa MPUMEHAIOTCA CreuuasbHble fleyebHble CMecu C
HU3KMM COLEepXXaHNeM TMPO3MHa 1 (heHNanaHnHa. 3TO MO3BOJISET YMEHbLUUTL KOHLEHTPpaUMIO
TUPO3MHA B CbIBOPOTKE, U C/EA0BaTE/IbHO YMEHbLUNTL YaCTOTY M BbIP@XKEHHOCTb BO3MOXHbIX
MOBOYHBLIX 3((EKTOB.

OUEHKA N KOHTPOJ1Ib 9 PEKTUBHOCTU TEPATNIN
Uem paHbLLe YyCTaHOB/IEH AMarHo3, TeM nydile pe3ynbTar feveHns. Y 90% nauneHToB Ha
(hOHe nprema HUTU3MHOHA MeYeHOYHas HeLOCTAaTOUYHOCTb CTaHOBUTCA KOHTPONMPYEMOW,
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BHEMeYEHOUHble NPOSIB/IEHNS, KakK MNpaBw/o, KynupyrTcs. HUTU3MHOH 006nafaeT XOpoLueid
NMepeHOCMMOCTbI0, OXKMAAEeMOEe MOBbILLeHWe B MN1a3Me KPOBM YPOBHS TUPO3MHA KIMHUYECKN He
nposiBnseTca y 60nblMHCTBA feTeil. OnbIT npuMeHeHus HuTusnHoHa (NTBC) y petei,
HayaBLUMX JfleYeHne MM B BO3pacTe A0 2 MeC. MoKasal, 4YTO PUCK renaToLe/to/spHON
KapuuHombl cHmKaeTca ¢ 40 go 5%.

[varHoctmka renatouenonsapHoi  kapumHombl (FLK) Ha  nmo3gHWMX  cTagusx
amarHoctukn HTL aBnseTcd BaKHbIM MOMEHTOM BblObOpa MeTofa /iedeHus, Tak Kak TpebyeTt
Ha3HaYeHUs HUTU3NHOHA Nepes NaHNPYeMOI TpaHCMIaHTaLMeR neyveHu.

Mpy nogospeHun Ha MUK no peunamsy nogbema anba-heTonpoTenHa ot éuoncum ee
(LK) cnemyet Bo3dep»aTbCA BO M30€XaHWe FemMaTOreHHOro 3aHoca U MeTacTa3vmpoBaHUA
onyxonu.

YnbTpa3ByKOBOe MCCNefoBaHNe OPIOLLHON NOMNOCTU LO/MKHO MPOBOAUTLCS Kaxible 6
MecsLEeB, a MarHUTHO-pe3oHaHcHas Tomorpadma (MPT) neyeHn eXerofHo, eciv BbISBAAKOTCA
Mofo3puTe/lbHble  Yy3/10Bble  00pa3oBaHWs,  MOKa3aHbl  MeTOAbl  BU3yaimM3aumm  C
KoHTpactmposaHuem (KT, MPT, pafnon30TOnHOe UCCefoBaHue), NMO3BONAIOLWME NOATBEPLNTD
renaToLe//ioNAPHYI0 KapuMHOMY. YPoBeHb anba-(heTonpoTenHa JO/MKeH KOHTPONMPOBATLCA
Kaxpaple 3-6 MecdAueB, a MNOBTOPHOE noBblweHMe APIT AO/MKHO CAYXWUTb MOBOAOM ANA
yrny6neHHoro o6cnegoaHns Ha npeaMeT LK. MokasaHa KOHCyNbTauus 4eTCKOro OHKosora.

KOHTpPO/1b 3(PheKTUBHOCTU SleHeHUS

KOoHTposb Tepanuv HUTU3MHOHOM BK/HOYAET OMpefefieHne YPOBHA (PeHunaiaHnHa 1
TUPO3MHA, NPU HU3KOM (MeHee 20 MKMO/b/N) ypoBHE (heHWNanaHnHa He06X0AMMO YBeNMYeHne
6enka B guete. YpoBeHb TUPO3NHA XXenaTesibHO yaepumBaTh B gnanasoHe 200-400 mkMonb/n,
4TO He MO03BO/ISET NOSABUTLCA MOOOYHBLIM 3(hthekTam. Mo6oUHbIe 3(h(heKTbl B BUAE (DOTOOOSA3HM U
YyBCTBa «eckKa B rnasax» rnossnATCA NPY yBeIMYEHUN KOHLIEHTPaLMN TUPO3MHA B CbIBOPOTKE
KpoBu Bbiwe 800 MKMosb/N 1 00YCNIOBNEHO HE CTOMbKO [EACTBUEM HUTU3MHOHA, CKOJBKO
HapyLUeHneM AueTbl U HU3KOW KOMMIaeHTHOCTbLIO POAUTENEN.

3aboneBaHue feTel, UMEILMX NeYeHOYHYH HeA0CTaTOYHOCTb, YacTO NPOTEKAET KpaliHe
TSDKENO C BbIP@KEHHOW Koarynonatueid u acuyumTamu. HasHayeHWe HUTU3MHOHA O0ObIYHO
NMPUBOANT K NOPasnTENbHO BbICTPOMY KIIMHUYECKOMY YNYULLEHUIO B TEUEHME HECKO/IbKUX AHENR,
90% nauneHTOB OTBEYAKOT Ha Tepanuto. Ecnv npounb Koarynauum He yny4dllaeTcs B Te4eHue
1 Hefienn, TO [03Yy HUTU3MHOHA CliefyeT MOBbICUTL. Y 6GOMbLUMHCTBA [EeTeidl, KOTOpble UMELOT
KIMHWUYECKME NPOSAB/EHNUS LMppo3a W MNOPTaIbHOM TUNEPTEH3NW, JfledyeHue NPUBOAMT K
KOMMEHCcaLMmn 1 faxe perpeccy LMppOTUYECKUX N3MEHEHMWIA.

PYHKUMA NOYEYHbIX KaHa/bLeB HOpPMan3yeTcs, MpekpawiaroTca mnoTepu Kanbuua w
thocthopa ¢ MOYOIA.

JleyeHvie HUTU3MHOHOM B TeYeHMe MePBbIX 3 MECALEB XXMU3HWN NpefoTBPaLLaeT pa3BuTue
KapavomuonaTuu, npy 60s1ee NO3gHEM Hadasle Tepanumn ee TedeHre yyyLlaeTcs He3aBucMmo OT
(hopMbl 3a601€BaHMS.

MMpYMeHeHNe HWUTU3MHOHA O06ecneynmBaeT MOJSIHOE KYMWUPOBaHWE HEBPO/IOTMYECKUX
KpW30B Mo T1My noppupuu.

Tepanua HATU3MHOHOM nepekntoYat eHoTUn HT1 B heHOTUN TUPO3UHeMUM |1 (puc.l).
EcTecTBeHHbIM Xxof pa3suTusi HTII Tuna, npeactaBnsieT coboi reHeTuyeckuin aedmunt 4-
rMAPOKCU(EHNINNPYBAT LUOKCUTEeHasbl, ABMISETCA Ype3BblYaiHO PefKUM Y NI0X0 OMUCaHHbIM B
nuTepaType, HO 3afepXXKa WHTENNeKTYalbHOro  pasBUTUS  SBMISETCH  OOLLEeN3BECTHbLIM
KOMMOHEHTOM B CTPYKTYpe JaHHOro 3ab0/1eBaHus.
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NeuyeHne Tybynonatum (cvHgpoma PaHKOHM) U BUTAMUH [1-pe3vCTEHTHOro paxuTta
Hanbonee ath(HeKTMBHO Ha PaHHMX CTaamsx v BKIOYaeT KpomMe NTBC Ha3HauyeHue aKTUBHbIX
MeTabonnToB BUTamuHa [, (KanbuuTprosna), NpenapToB KaibUmMs M ABYOCHOBHbIX (OCHarTos.
O6cneposaHme BKtoYaeT onpegeneHve KLWC (pH KpoBu, CTaHAapTHbIX OMKapboHATOB,
AeULNT OCHOBaHMN).

CoueTaHve amuvHOaUMAypun, TNHOKO3YpuW, ¢ochaTypun, NOYEYHOro KaHaslbLeBOro
aumnaosa CBUAETENbCTBYET O MOMHOM CUHAPOME DaHKOHW U NPUBOAUT K TSXKENOMY paxuTy,
HehpoKabLMHO3Y, FTOMEPY/IOCKNEPO3Y U XPOHNYECKOI NOYEYHON HEAOCTAaTOYHOCTH.

O6beM M KpaTHOCTb WCCNeAOBaHWIA NPW NIEYEHUN HUTU3MHOHOM MpeAcTaB/eHbl B
Tabnuue 3 1 MMeeT LeNbi0 Kak NpeaoTBpaLLeHne OCNOXHEHNN HT1, Tak U KOHTPO/Ib MO60YHBIX
3)heKTOB U PaHHIOK ANAarHOCTUKY ocnoXHeHu HT1, MUK B nepByto ouepeab.

Tabnuua 3.

MnaH MOHUTOPMPOBAHUSA NapaMeTPOB KPOBM 1 YacToTa MHCTPYMEHTa/IbHbIX
nccnefoBaHWi NPY Ha3HAYeHNN HUTU3NHOHA

VccnepoBaHue Hauano MepBble 6 Mec. Mocne nepBbIX 6 Mec. K
Tepanun fanee

1 pas / 3| pa3/ 3 |pa3/ 6|1 pa3

pas/mec. | Mec. Mec. Mec. B rofg
KOHUeHTpauns aMMHOKMCNOT X X X
CyKUMHNNALLETOH B MOYe X X X
KOHUeHTpauma  HUTU3NHOHa B X X
KpoBU
O6wmin aHanmns kposu (Hb, Ht, PIt, | X X X
WBC)

NCCNEJOBAHWE MEYEHW U EE dYHKLNW
A®I1 B CbIBOPOTKE KPOBU X X X
MpoTPOMOMHOBOE BPEMS X X
YacTnyHoe TpombonnacTvH. Bpems | X X
onnmMpyouH X +
ANT/ACT X X +
rrTn X X +
LLlenoyHas ¢octharasa X X +
KT nan MPT* X X
MOYKW, CKENIET
O6LUMIN aHa/IM3 MOYM, KpeaTUHUH X X
[eHcnmeTpus (CTapLue 4 neT) nnm X +
PeHTreHorpadgus
OCMOTP O®TAJIbMONIOIA

OcMOTp B LLENEBOW namne, oueHka | X X X
OCTPOTbI 3peHus

+ = N0 KNNHNYECKNM OaHHbIM,

'MPT npegnouTuTenbHee C KOHTPACTUPOBAHWEM MpW MOJO3PEHUM Ha aficHoOMy, Mpy
0GHapY>KeHN Y3/10B 1 A/151 OLIEHK Pa3mMepoB Moyek.
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I BaXkHO MOMHWTb, 4YTO 3a60p MOYM Ha CYKUMHWMALETOH WU KPOBW [A/1si NPOBeAeHUs
TaHAeMHoIN macc-cnekTpomeTpun (TMC) aMUHOKMCIOT A0/KHbI MPOBOANTLCS 40 Havana
NH(Y3MOHHOW  Tepanuu, O0COGEHHO BBeAeHMS M/1a3MO3aMeLLAoLLIMX PacTBOPOB U
KOMIMOHEHTOB KPOBM

MEAVNKO-NEHETUYECKOE KOHCYJ/IbTUPOBAHWE N  TIPEHATAJIbHAA
OVNATHOCTUKA

CembsaM, nmetowM pebeHka ¢ HT1 pekomeHAyeTCst KOHCYNbTauus reHeTuka, KoTopblil
MOXET NOACHUTL FeHETUYECKME PUCKU ON1A ceMbU. KakK 1 npu Apyrnx ayToCOMHO-PeLeCcCUBHbIX
3aboneBaHuAX Npu HT1 gns kaxaon 6epeMeHHOCTM PUCK poXKAeHUs pebeHka cocTaBnseT 25%.
B cembsix, rae ectb 60/1bHOM PEOEHOK, CYLLLECTBYET BO3MOXKHOCTb NPOBEAEHUS NPeHaTa/lbHOM U
MPeMMMIaHTaUVOHHON AUarHOCTUKMN.

MpeHaTanbHast gnarHoctuka HT1 BO3MOXKHa MeToAaMu NPsSIMOIA MM KOCBEHHoN [ HK-
AnarHoctmkn obpasuoB OHK, BblgeneHHo/ u3 6uonTaTta BOPCMH XopuoHa Ha 9-11 Hegene
6epemMeHHOCTU M/MNK KNETOK aMHUOTUYECKON XNAKOCTU Ha 20-22 Heaene 6epeMeHHOCTH.

NCXoabl N NMPOIMHOSI

be3 neyeHNs HUTU3MHOHOM NoJaBnAloLLee 6ONLLUNMHCTBO AeTei normbaet fo 15 neTHero
BO3pacTa, OnpefensowyM B MPOrHo3e ABMAETCA Bpems AebtoTa 3abonesBaHus, T.e. OeTU C
OCTpOV 1 nofgocTpoli TuposnHemuneli (HT1A) ymupatot o 1 roga.

MMocnenHve rodbl NOSBUINCH COOBLLEHNSA O TeyeHue GepeMeHHOCTM M 6/1aronosyyHbIX
pofax Yy ABYX >XeHWMH 60nbHbIX HT1, nonyyatowmx NTBC, n ogHOro mMosiioforo 4enoBeka,
cTaBLLero oTuoM. OnacHOCTb A1 NI0AA 3aK/N0YaeTCH B BbICOKOW KOHLEHTpauuM TMpPO3uHa B
KPOBW MaTepwu.

NMOKA3AHUNA K TPAHCTI/TAHTALUNW NMEYEHW, B TOM UACTIE NP JIEHEHUI
HUTNSNHOHOM

B cOCTOSHMM OCTPOIi NEYEHOUHOI HeA0CTaTOUHOCTM TPAHCNAHTALMIO NEYeHN NPOBOAST
NpX YCNOBWW, €cAM NPoduAb Koarynsuuum He ynydwaetcs 4epe3 1 Hegeno neveHus. B
COCTOSIHMM XPOHWMYECKOI MEeYEHOUHOM HEefOCTaTOYHOCTM TMOKa3aHWeM Ans TpaHCMIaHTaLum
MeyYeHy SBNSETCA renaToLentonspHas KapuyHoMa, a MMEHHO PeuMAMB MOBbILLEHWS YPOBHS
anbha-heTonpoTenHa WM AeKOMMEeHcaUMs LMppo3a MeYyeHn, Mpu KOTOPOM BeayLyMu
SBNAOTCA pas/NyHble MeTOAbl Bu3yanusauum (MPT, KT), nosiBneHne y3noB AuameTpoM 6onee
10 MM 1 KONMYECTBEHHOE MX YBENMUeHKe. Bruoncum y3nos crefyet u3beraTb B CBS3N C PUCKOM
MeTacTa3npoBaHms.

BEJEHVE AETEN C TUPO3VIHEMUWEN

et ¢ ocTpoii hopmoii TUPO3MHEMUK, 0 YCTaHOB/EHUS UCTUHHOTO AMarHo3a, 06bIYHO
MonagaloT B OTAENEeHVe MaToNornn fAeTeli paHHero BO3pacTa, MHEKLMOHHOe OTAeneHue C
[ANarHo3oM Cerncuc WM OCTpblii renaTuT, B XMPYPryeckoe OTAENeHUE WM PeaHyMaLmio B
CBSI31 C XKENY0UHbIM KPOBOTEUEHWNEM W/ BHYTPUYEPENHbIM KPOBOU3/NSHUEM.
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MpOAOMKUTENBHOCTb FOCNUTANIM3ALMN 3aBUCUT OT CKOPOCTU BepuMKaumuy gmarHosa u
Hauana cneumguyeckor Tepanmn. OTBET Ha NIeYEHNE HUTU3MHOHOM OTMEYaeTCs B NepBble AHW.
MpOACMKNTENBHOCTL FOCMMTAIM3aLUN 3aBUCMT OT CKOPOCTM BOCCTAHOB/IEHUSI MOKa3aTenei
Koarynorpammbl 1 06bI4HO cocTaBnseT 30 gHei.

[etn B BO3pacTe cTapwe roga Hambonee 4acTo, [0 YCTaHOBNEHWUS [MarHos3a,
roCNUTa/IM3MPYIOTCA MO NOBOAY renatnta, 06beMHOIN0 06pa3oBaHNsA NEYeHN B XMPYPruyeckoe
OTZeNeHve, 06paLlaloTcs 3a KOHCYNbTaumein K OHKONOrY, MH(EKLMOHUCTY 1 racTPo3HTeposory
— renartosory.

MposefeHve andepeHUManbHON AUarHOCTUKKW, YCTAHOB/IEHNE AMAarHo3a U HasHavyeHue
crneyungunyecKon Tepanum CokpawaeT cCpok rocnutanmnsaymn. Ha goHe HasHa4eHNs HUTU3NHOHA
MPOAOIHKUTENILHOCTb CTaLMOHAPHOIO fledeHnst 00bIYHO He npesbilwaeT 14 aHei. MayneHToB co
CTabuNbHbIMM MOKa3aTeNIsMN MOHUTOPUHIA MeTabon3ma 1 ypoBHa APIT MOXHO HabnoaaTh B
ambynaTtopHO-MO/IMK/IMHNYECKUX  YCNOBMSAX W B [HEBHOM CTauuoHape (4AUTEIbHOCTb
rocrnuTanmsauum He meHee 10 CyTOK).
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