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Pa3paboTuuk KNMHMYEeCKOW pekoMeHaaumm

- Coto3 negunatpoB Poccum

- Accoumaums MeONLIMHCKUX TEHETUKOB

OpobpeHo HayyHo-npakTnyeckum Cosetom MuHsgpasa PP

Cnuncok cokpaweHuin

APl - Anba-ceTonpoTemnH

AYTB - AKTMBMpPOBaHHOE YacTUYHOE TPOMBONNacTMHOBOE BpeEMS

AT - AnaHnHammnHoTpaHcdepasa

ACT - AcnapTaTamumHoTpaHcdepasa

[T - FTammarniokypoHUNTpaHcnenTuaasa

MN4K - NenatouennionsapHas kapumHoma

HT - HacnegcteeHHas TUpO3MHEMNS

HT 1A - OcTtpas HacnegcTBeHHast TUPO3NHEMUS

HT 1B - XpoHnyeckas HacneacTBeHHas TUPO3MHEMUS

KT - KomnbtoTepHasa Tomorpadus

KLLC - KncnoTHO-LWeno4yHoe CoCTosiHNE

MPT - MarHuTHO-pe3oHaHCHasa Tomorpagus

MPXTI™ - MarHUTHO-pe30oHaHCHasa XonaHrnonaHkpearorpagus

MTW - NpoTpomMBUHOBbIN HAEKC
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P®TI1 - Pagnodapmnpenapar

TMC - TaHgeMHas Macc-CnekTpomeTpust

o - WenoyHasa docdartasa

FAH - dymapunaueTtorngponasa

NTBC - 2-(2-HuTpo-4-TpudnioopometnnbeHsomnn)-1,3-LmknorekcaHeaAnoH (HUTU3UHOH™)

TORCH uHdekumm - CokpalleHHoe Ha3BaHue rpynnbl MHEKUMIA, NepeaatoLLMXxcs BHYTPUYTPOOHO OT MaTepu
nnogy: T - Toxoplasmosis (Tokconnasamo3s) O - Others (cucdunuc, renatut B, Bapuuenna-socrep Bupyc, gpyrue
Bupychl 1 6aktepumn), R - Rubella (kpacHyxa), C - Cytomegalovirus (umMtomeranosupyc), H - Herpes simplex virus
(BMpyc npocToro repneca)

Y3W - ynbTpasBykoBoe nccrnenoBaHmne
TepMuHbI 1 onpeaeneHus

CuHgpom ®aHKOHM - reHepanv3oBaHHas OUCHYHKUUSA NPOKCMMAarbHbIX KaHanbLeB Mo4vek, NposiBnsAlLwascs
rNIOKO3ypren, ammHoaumaypuen, gocdaTypuen, NoYeYHbIM KaHanbLEeBbIM aungo3om.

MnepTpocuyeckas  kapovomuMonatTusi -  XapakTepusyeTcsi  YTOMLUEHVWEM  CTEHOK  >Keny[4o4KoB
(NpenmMyLLLeCTBEHHO NEBOTrO), HApPYLUEHWEM €ro ANacTONMYeCcKon PYHKLUM U HEPeOKO CONPOBOXAAETCS Pa3BUTUEM
06CTPYKUMM BbIXOOHOIO OTAena.

TuposmHeMuyeckMe Kpusbl - COCTOSIHWS,  CMPOBOUMPOBAHHbIE  MpUeMoM  GenkoBoW nNuwmn  w”
CONpOBOXAatoLMecs NMMxXopagkon, pBoToM, MHTOKCUKaLMEN, KapaMoMuonaTuen.

1. Kpatkasa vHdopmaumsa no 3aboneBaHuo UM COCTOAHUIO (rpynnbl 3a6oneBaHUN UNU COCTOAHUN)

1.1 OnpeneneHve 3aboneBaHUsA N cocTosiHusA (rpynnbl 3aboneBaHU NN COCTOSAHUN)

HacnepctBeHHas TuposuHemus 1 tuna (HT1) nnu renatopeHanbHas TMPO3MHEMUsT - pedkoe (opdaHHoe)
3aboneBaHne C ayTOCOMHO-PELECCUBHbIM TWUMOM HacnegoBaHusi, obycroBneHHoe MyTauusamu B reHe FAH,
KogupyoLwlero depmMeHT dymapunagetorngponady. CuHOHUMBbI: geduunt dymMapunaueTtoaueTtasbl, AeduunT
dymapunavueToaleTaTrngponassi.

1.2 3Tuonorus n natoreHes 3aboneBaHWUsi UNU COCTOAHUSA (rPynnbl 3a6oneBaHUN UNN COCTOSHU)

[MaToreHHble BapuaHTbl reHa FAH npuMBOOAT K CHWXEHMIO akTUBHOCTU dpepMmeHTa dymapunavleTtorngponassl
(FAH, EC 3.7.1.2), ocywecTBnsioLLero B HOpMe KOHEeYHbI 3Tan gerpagauum TMpo3uHa Ha HETOKCUYHbIE chyMapaT m
auetoaueTat. B pesynbtate pacnaj TMpoO3uHa OCYLLECTBSETCA MO anbTepHATUBHOMY MaTONOrM4YecKoMy nyTu,
obpaszoBaHMeMm BbICOKOTOKCUYHbIX n KaHLlepOoreHHbIX CyKUMHMNaLeToHa, ManeuvnaueToaleTaTa,
dymapunauetoaueTtara (MpunoxerHne A3.1).

leH FAH nokanmsoBaH Ha AnuHHOM nneye 15-n xpomocombl (15923-925) n coctomt M3 14 9k30HOB. Ha
CErofHsLWHWI OeHb B reHe onncaHo okorio 100 myTauuin, YacTbiMU N3 HUX ABNATCA: €.554-1G > T, ¢.1062+5G > A,
€.1025C > T (Pro342Leu) ¢.1090G > C (Glu364GiIn). [13]. NaToreHe3 HT1 Tuna 3aknto4yaeTcsa B TOKCUYHOM AENCTBUN
dymapunaueToaueTata M Maneunagetoauetata U UX KOHEYHbIX MeTabonuToB - CyKUMHMMAUEeToHa MU
CYKUMHMNaLeToaleTara, KOTopble TOPMO3AT OKUCNUTENbHOe chocdopunmpoBaHne u onokupyoT umkn Kpebca.
HakonneHne aTux BellecTB MPUBOAMT K NporpeccupyolieMy 3aboneBaHuio MEYEHN C pa3BUTMEM NEYEHOYHOMN
HeJoCTaTOMHOCTHU, Unppo3a, Tybyrnonatum ¢ hopMupoBaHneM peHarnbHon Tybynonatum, runogocdatemMmyeckoro
paxuTa, cuHgpomMa ®aHkoHu [14].

Kpome TOro, CykUMHWUMNaLETOH UHMMBUpYyeT 0-aMHHOJICBYIIMHAT Aervaparasy, npoMeXyToUHbI MeguaTop
nopdoOunMHoreHa, YTo NPMBOLAMT K HAPYLLIEHNIO BUOCUHTE3A rema U KIMHUYECKN MOXET NPOSIBNATLCS CUMITOMaMM
OCTpOM nepemexatollencsa nopdpupmum - GonssmMu B XMBOTe, apTepuanbHOW TMnepTeH3nen, nepudepunyeckon
nonuHerponaTmen.



BonbwmHcTBo (A0 90%) naumeHToB 6e3 cneumduyeckoro rneveHus (OMeToTepanus, naTtoreHeTudeckune
npenapaTtbl) U TpaHCNIaHTauum nedvyeHn normbanm B Bospacte Ao 10 net. BbrkmBaeMocTb 3aBUCUT OT CPOKOB
nosBNeHns cMMNTomoB [15].

1.3 Annagemmnonorua saboneBaHnsa UNM COCTOAHUA (rPynnbl 3a6oneBaHU MU COCTOAHUN)

Yactota HT1 B pasnuuHbix nonynsauunax konedbnetca ot 1:100 000 - 120 000 mMBbIX HOBOPOXAEHHbIX. YeTkux
B3aUMOCBA3EN MeXAy FeHOTMNOM UM (PEHOTUMOM HEe YCTAHOBMEHO, Pa3fM4YHble KIMHWYECKME BapwaHTbl MOryT
NPUCYTCTBOBATb Y YSIEHOB OAHOW CEMbU C OAMHAKOBbIMM MyTauuamu [1, 4, 10]. Hanbonbluas pacnpocTpaHeHHOCTb
HT1 obHapyxeHa B permoHe Saguenay-Lac-St-Jean (Ksebek-lpoBaHc, KaHaga), raoe oHa gocturaet 1:1846, a 1 us
22 asnsietcs Hocutenem 6onesnu [13 - 15]. B aton nonynsumm Hanbonee vacto (~ 90%) BCcTpevaeTca myTaums

caiita cnnaiicuHra ¢.1062+5G > A (IVS12+5G — A)[12, 14, 15]. Bbicokas yactota HT1 HabnogaeTcsi B YeueHckom
Pecnybnuke - 1:16020, Hanbonee yacton asnsetcs mytauus ¢.1025C > T (p.Pro342Leu) [16].

1.4 Oco6eHHOCTU KOAMPOBaHNA 3a6oneBaHUSA UITN COCTOAHMA (FPyNNbl 3a6oneBaHU UNU COCTOSIHUN)
no MexayHapoaHOW cTaTUCTMUYECKOM Knaccudukaumm 6onesHen u npobnem, cBA3aHHbIX CO 340POBbLEM

E 70.2 - HapyweHusi obmeHa Tnpo3smnHa
1.5 Knaccudukaumus 3aboneBaHusi UM COCTOAHMA (rpynnbl 3a6oneBaHUM UM COCTOAHUN)

B ocHoBy knaccudmkaumm HT 1 nonoxeHbl kKnnHu4eckue BapuaHTol TedeHus octpas (HT 1A) n xpoHndeckas
(HT 1B).

1.6 KnuHnyeckas kapTuHa 3aboneBaHMA UNn coCTOoAHUSA (rpynnbl 3aboneBaHUn NN COCTOSAAHUN)

Mpu HT1 o6blMHO GepeMeHHOCTb M MepuHaTanbHbI Nepyuog MNpPOTEeKalT HOPMarbHO, U pebGeHoK npu
pOXAEeHUN BbIrmaanT 300poBbiM. CeMenHbIN aHaMHE3 MOXET ObITb OTArOLLEH, B CEMbAX MOTYT ObITb Cllydaun paHHeN
OEeTCKOW CMepTU OT KPOBOM3MNSHUIN B MO3T UMM OCTPbIX KPOBOTEYEHUN, PACLEHEHHbIX KaK Cencuc, BHyTpUyTpobHble
NHMEKLMN, CUHAPOM ANCCMMEHUPOBAHHOIO BHYTPUCOCYANCTOrO CBEPThIBAHNS KPOBU.

Octpas popma HacnegcteeHHon HT1 (HT1A) pebroTmpyeT B nepBble 2 - 3 MECALA XXU3HU U XapakTepuayeTca
rMaBHbIM OOpasom TSKENOW MeYEeHOYHON HeLOCTAaTOYHOCTbIO, renaro- W ChneHomeranuen, HapyLlleHHOW
CBEPTLIBAEMOCTbIO KPOBU U TMMOTNUKEMUEN, MPUBOASALMMW K CMEPTU B NepBble Mecsubl XU3HW. [duncdyHkums
MOYeYHbIX KaHanbLEeB CONPOBOXAaeTCs CMHAPOMOM PaHKOHU 1 paxmTom [2, 8]. NauueHTam AOBOMNBHO YaCTO CTaBAT
ownBoYHbIE ANarHo3bl - CENCUC, LUTOMEranoBUpyCcHbIn renatut, detanbHbin renatut. Y geten ¢ HT1A BbipaxeHa
WHTOKCUKaLUWS, TMMOrNIUKEMUS, NEVKOLUTO3, BO3MOXEH acumMT, AuHaMmyeckas HeNpOXOAMMOCTb, Napes KULeYHMKa.
[Mpn 3TOM OTMEYaeTCcsa NOBLIWEHHbIN YPOBEHb cyKunHunaueToHa (>= 10 - 100 pas), anbda-detonpoTtenHa (API)
(>= 100 - 1000 pas). Lntonua obblivHO He npeBbilaeT Tpex-4eTbipex HOPM, YMepeHHas runepbunupybuHemms B
npegenax 100 - 150 MkMornb/n, B paBHOM COOTHOLLEHWM MPSAMOW U HeENpAMON GunupybuH. MpuumMHon netTansbHOro
ncxoga npu ectectBeHHOM TedeHun HT1A o0OblMHO CTAHOBMTCHA OCTpas MeYeHOYHas HedoCTaTO4YHOCTb W
KaTacTpodmnyecKoe KpoBoTeYeHue Ha ee poHe. [lnarHo3 3aTpyaHAeTCs TakKuMm CONyTCTBYIOLLMMU COCTOSAHUAMM, Kak
BHYTPMYTPOOHas MHpeKumns, HeoHaTanbHbIN renaTuT, Cencuc.

Mpu octpon popme HT1 Ha nepBbI NfaH B KNUHUYECKOW KapTUHE BbICTYNalT CUMNTOMbI MHTOKCUKALUK
(BbICOKas TeMnepatypa, NoBbieHHas BO30yANMOCTb, N0 Mepe HapacTaHWs CMMNTOMATMKWN HacTynaeT HapyLueHne
YPOBHS CO3HaHWS BNIIOTb A0 KOMbI), @ Takke CUMMTOMbI NMOPaXKeHWs neveHun (yBenmyeHme nevyeHn, MoxeT ObiTb B
COoYeTaHUM C yYBENUYEHNEM Cerne3eHKW, acuuT, XKenTyxa - Ppeako), raCTPOMHTECTMHANbHbIA CUHOPOM (CpbIrMBaHWS
nocrne Kaxkgoro KOPMIEHMS), TSKeNbld remopparMyeckun cuHApoM (MereHa, KpoBaBas pBOTa, remarypus,
3KXMMO3bl, NeTexmn, HOCOBbIE KPOBOTEYEHUs), cneunduryecknin 3anax mouu (3anax "BapeHon kanyctbl"). C 3-X
HegenbHOro Bo3pacTta, ecrnM MMerT MEeCTO YacTble CpbIrMBaHWs W pBOTa, OCTaHOBKa B MpubaBke Maccbl Tena,
BbIPaXeHHasi MbllLleYHas TMNOTOHUSA, COHMWBOCTb, Hecrneumduyeckne CUMMNTOMbI MHTOKCMKALMK, CEPOCTb KOXMW,
yBeNuYeHne pasMepoB XMBOTA 3a CYET acuuTa, renaTo-CcrneHoMeranuu, AMHamuyeckas HenpoxoanmocTb (napes
KVLLEYHMKA) NPWY HanmMuMyM XUOKUX KanoBblX Macc, C KPOBbK WM 6e3, BO3MOXHbl OTEKM, MacTO3HOCTb CTOM, B
nabopaTopHbIX AAHHBIX TMMOTMNKEMUS, TMNOKOArynsuns, NeNKoLUNTo3, LMTONN3 0ObIYHO He Bbille 3 HOPM, MOBbILLEH
ypoBeHb [T T, npn aTOM GUNUpybNHOBEIN 06MEH OBBIYHO HE HapyLLEH, T.e. UMeeT MeCTO xorecTas 6e3 XenTyxu,
ADI1 noBbIWeH 3HaunTensHO (Npy Hopme Ao 60 Hi/mn y geten go 5 mec.) gocturan 1 MnH. Hr/Mn, pebeHok NoanexuT
CENeKTUBHOMY CKPUHMHIY Ha 6one3Hn obmMeHa, B TOM yucne Ha HT1.

Mpu xpoHuyeckon opme (HT1B) oTmMevaeTca apyras knuHu4Yeckas kapTuHa, 6onesHb pasBuBaeTcs nocne
rogosanoro Bo3pacta, yaule B 3 - 4 roga. HT1B m3Ha4anbHO MeHee arpeccuBHa, HO 3aboNeBaHWE HEYKIMOHHO


https://login.consultant.ru/link/?req=doc&base=EXP&n=763941

NporpeccunpyeT 1 MOXeT COMPOBOXAATLCA MPUCTYNamMm OCTPon MeTabonmyeckon gekomneHcauun. MNpu aton hopme
HabngaTCa pasnMYHON CTENEHW BbIPAXXEHHOCTW MOpaXeHus neyeHu, NoYeyHble KaHamnbuueBble ANCHYHKLNN,
paxuTonogobHble  U3MEHeHWst ckerneTta, oOycnoBreHHble runodgocdaremmen u  runepdocdartypumen,
KapavoMumonaTtusl, HeBpOmforMyeckne Kpusbl, CXofHble C nopdupudeckumy (6onesHeHHble napecTesuu,
apTepuanbHas  rMNepToHus,  Taxuvkapaus, napanutnyeckad  HEnpoOXOAMMOCTb  KULLeYHMKa,  MHoraa

nporpeccupyloLue napanuym), rmnorfimkeMusl, CBi3aHHasi ¢ runepniasvnen p-KkieTok NoAKenyaoYHON Xenesbl 1
rmnepcekpeuunen nHcynuHa. Heesponornyeckme Kpusbl 06bl4HO Andatca 1 - 7 gHen, nocne Yero HacTynaeT nepuoa
BOCCT@HOBMEHUS.

Y naumeHToB HabniogaeTcs HapyweHue YHKUMM peabcopObumm B MOYEYHbIX KaHanbuax, npuBoAsilee K
cvnHopoMmy  ®daHKoHW, auuMao3y, reHepanus3oBaHHOW amMuHoauuaypuu, pPe3nCTEHTHOMY K  BuTamuHy D
rmnodocaTteMnyeckoMy paxmty U 3agepxkke pocta. B psape cnyvaeB y pebeHka HabniogaeTtcs paxut ¢
aedopmaumsiMm KOHEYHOCTEW, CTOMb BbIPAXEHHOMW, 4YTO OeTu nepectarT Xxoautb. B aToM Xe BoO3pacTte
ONarHOCTMPYIT LMppo3, renatocnieHoMmeranmio, MorytT 6biTb HOCOBblE KPOBOTEYEHUS, TMMONPOTENHEMUYECKUE
otekn. HT1B xapaktepusdyeTcsa NOCTENEHHbIMU U3MEHEHUSIMU MEYEHU, NPUBOAALLMMU K LUPPO3Y U pasBUTUIO
renaTouenmnonsapHon KapumHoMbl. DakTUHECKM PUCK pasBUTUS renaTouenmnionsipHON KapuMHOMbI NpU 3TOM
3aboneBaHnM cYMTaeTCs cambiM BbICOKUM Cpeaun BCeX HapyLleHnn obmeHa Bellects [17, 18]. PaHee coobwanocs,
YTO renartouennongpHas kapumHoma dopmupyetcs y 37% naumeHToB ¢ HacnegcTBeHHon HT1 ctapwe 2 net [19],
Ho nocnegywwue wuccriegoBaHuss B CkavavHaBum [20] n Keebeke [17] nokasanu ©Goree HU3KYIO 4acToTy
renaToLennonapHon kapumHomel (~ 15%), BepoAaTHO, BCNeACTBUE TpaHCNNaHTaUum NevYeHn 1 yny4dileHms cnocoboB
neyeHus. NenaTouennonsapHas kKapLMHOMa y NauMeHTOB C HAcne4CTBEHHOW TMPO3UHEMMEN 1-ro TUNa pa3BrBaeTCs
B bonee paHHeM BO3pacTe, YeM Npu APYrux HacneAcTBeHHbIX 6onesHsx obmeHa (vYacto go 5 net) [18]. Untonus
MUHMManbHbLIN (B Npegenax Tpex HopM). YposeHb A®IT nosbiweH B npegenax 1000 Hr/an, CyKUMHUNALETOHa - He
6onee yem B 20 pas [9].

MopocTpas n xpoHudeckas opMbl 6onesHn BeTpedatoTcs npumepHo y 20 - 25% 6onbHbIX ¢ 4ebloToM B 4 -
12 mec, KnuHMYyeckas maHudecTaums KOTOPOW MPOBOLMPYETCS BHELWHUMU dhakTopamu. Takumu TpuUrepHbiMu
dakTopaMn ABRAAIOTCA NMXOPaAoYHble COCTOAHWSA, WHdekunn, OenkoBas Harpyska, ronogaHue w pgpyrue
runepkatabonuuyeckme cCocTosHMSA. Y nauneHToB obHapyXXvMBaeTcs NporpeccupytoLLiee nopaxeHne nevyeHmn ¢ renarto-
Wnu renaTtocnneHomeranuen (UMpPpPO3, NeYeHouHasw HedoCTaTOYHOCTb), 3adepXKa pocTa, NPU3HAKM paxuTa,
MbILLlEYHass TMNOTOHUSA, Koarynonatus. XapakTepHOo OTCTaBaHue nokasaTenen (U3NYeckoro pasBuTUS.
HeBponornyeckne CUMNTOMbI HEPEAKO BKIOYAOT rmgpouedanbHylo KoHpUrypaumio yepena, cumntom [pede,
3a0epXKKy OABUraTternbHOro u ncuxuydeckoro passmtus. Moryt HabnogaTbCs HeBponornyeckne kpusbl (cnaboctb B
KOHEYHOCTSIX, Mapanuym KOHeYHOCTeN 1 gnadparmel, pBoTa, aytoarpeccus u ap.), KOTopble B psae cnydaes crnyxar
nosBodoM Ans owmnboyHoro guarHosa - myasthenia gravis. HeBponormyeckme nameHeHns HenocTosiHHbl. Hepeako
ONMCLIBAIOT MMNEPNUrMEHTALIMIO KOXMN.

CnepyeT OTMeTUTb, YTO 3Ta Knaccudukaums OOBOMbHO YCMOBHA, MOCKOMbKY HEKOTOpble OeTU C OCTPOW
JeKoMrneHcaumen B Te4eHne nepBoro rofa >XM3Hu BbDKMBAOT 1 MX hopMa CTAaHOBUTCS "XpOHMYECKOW", a NauueHThbl
C "XpoHunyeckomn" opMOn OCTalTCa B rpynne pucka no passutuio metabonunyeckux kpusos. [pu aTom, Bo3pacT
nebtota aBnsaeTcs BaXkHbIM NPOrHOCTUYECKUM NokadaTtenem. [1o NosiBNeHns NaToreHeTUYECKOro fieYeHnst B TedeHme
1-ro roga ymepnu 60% peten ¢ gebotom 3aboneBaHunsa B Bo3pacTe o 2 mecaues, 23% npu gebiote B Bo3pacTe oT
2 po 6 mecsueB u Tonbko 4% peten gebroTmposaBluMxX nocne 6 mecsaueB [21]. B HekoTopbix pernoHax P&
NpoBOOATCA NMporpaMmbl MO MaccoBoMy obcnepoBaHuio Ha HT1. CnegyeT OTMETUTb, YTO A0 4 OHEN XU3HWU Y
OOHOLUEHHbIX M 00 7 [JHEeW XWU3HW Y HEeOOHOLUIEHHbIX HOBOPOXOEHHbIX, HeOHaTaNbHbIA CKPUHUHI OyaeT
Headh(PeKTUBHbIM, TaKk Kak B KpoBu Yy naumeHToB ¢ HT1 ewe He HakannMBalOTCA BbICOKME KOHLIEHTpaLuu
CyKuMHunaueToHa [31, 36].

lNMeyeHOUYHbIE NPOSIBNEHUA TUPO3UHeMUuU | TunNa

OcHoBHble KknUMHU4Yeckne nposierieHus HT1 cBsidaHbl ¢ nopaxeHueM nedeHn. MoryT HabnogaTbcsa ocTpas
neyeHoYyHas HEOOCTaTOYHOCTb, UMPPO3 MNevYeHun W renatouennonspHas kapuvHoma [21]. [Mo paHHbIM
MEXAYHapOAHbIX nccnenoBanun 69% cmepTen GbInmn CBA3aHbl C NEYEHOYHOM HEAOCTATOYHOCTBIO U KPOBOTEYEHMEM,
a 16% - c renaToUennnsApHON KapuuMHOMOW. CnHTeTUYeckas pyHKUUS HapyLlleHa y 60NnbLUMHCTBA NaUMEHTOB C
HT1. YpoBeHb (hakTopoB CBEPThLIBAHUS 3aMETHO CHKEH npu HT1, 1 y HEKOTOPbIX NALUEHTOB UMEHHO HapYyLUEHWUS
Koarynsumm €BASIOTCS BeaylwMMW, OpYyrve Mpu3Haky nopaxeHusl neyvyeHn BbipaXKeHbl HE3HaYUTENbHO, NOSTOMY
nauMeHTOB 0OCNeayoT Ha NPeaMeT NePBUYHON reMmaTornormyeckon npobnemel [22]. NpoTpoMOUHOBOE M YacTU4HOE
TPOMBOMMIacTUHOBOE BPEMS MOXET OblTb YUpE3BLIYANHO MPOAOIHKUTENBHBLIM AaXe Y KITMHUYECKM 300POBbLIX AETEN C
HT1, BbISIBNEHHbIX NPy CKpUHUHTE. MpuMeHeHne BuTaMmmHa K TonbKo Ha KOPOTKOE BPEMS MOXKET yny4yLunTb Npodnsb
Koarynsumm. YpoBHUW TpaHCaMMHAa3 B CbIBOPOTKE BapbMpPYKT M MOryT ObiTb HOPMAasbHbIMU UMW HE3HAYUTENBHO



MOBbLILLIEHHBIMUN, XOTS B HEKOTOPBLIX KPU3UCHBIX CUTyaLMsX MOryT Habnwogatbcsa ypoBHuM 6onee 1000 ME/n, yTo
yka3blBaeT Ha bonee CyLLeCTBEHHYHO CTENEHb NOBPEXAEHMS renaTtouuToB, 1 Kak NpaBusio 3acTaBnsaeT NpeanpuHsTb
LIarv K 3KCTPEHHOM TpaHcnnaHTauumn nedeHun. XKentyxa peako BCTPEYaeTCs Ha paHHMX CTagmsax renatopeHarnbHON
TMpo3uHemun. Torga kak, ramma-rnioTamumnTpaHcgepasa obbl4HO NoBbILLeHa bonee YeM B 2 pasa, U COOTBETCTBYET
OMCCoLMMPOBAHHOMY XOrecTasy.

[MeyeHouHbIe KpW3bl MOTYT BbITb CNPOBOLMPOBAHbLI MHPEKLNAMU 1 APYrMMY KaTabonnyeckumMmm cTpeccamm Kak
y MnageHuUeB, Tak N y AeTen ctapliero Bo3pacrta. PebeHok pasgpaxnteneH, ocnabneH n 4acto nuxopagut. Yacto
BCTPEYAKOTCA acuuT, XenTyxa W Kenydo4yHO-KMLEeYHble KpoBoTedeHus. MOoXeT owyuiatbes 3anax "BapeHoun
KanycTbl", HO 3anax HabnwpaeTcsa He 4acTo - npuMmepHo B 15% crnyyaeB. MimeeTcsa renatomeranus pasnnyHoun
cteneHn. Kpus conpoBOXOAETCH BbIPaXXEHHOW MNOTMMBOCTBIO, MMMNEPrnapo3 3ayacTylo OObACHAETCA TevyeHWeMm
OCTPOro paxuTa, YTO He MCKIYaeT, a nuwb noareepxaaet HT1. Tpemop, runeprugpo3 n peskas cnabocTb Kak
NposiBNeHne rmnoriankeMmnn B Nepuos Kpmusa BCTpeyaeTcs valle, yem BHe ero. Bo Bpems kpusoB Habniogatbes
MOBbILEHWE YPOBHA TUPO3WHA, METWOHWHA, NPOMNWHa M 4acTo APYrMX aMUHOKUCNOT B nnasme. [levyeHoYHble
TpaHCaMVHa3bl MOryT Pe3KO MOBbIWATLCS, U MOXET pa3BMBaTbCA rvnepbunupybrHemusi, 4To COOTBETCTBYET
pacnagy renatouMToB. B 9TOT nepmoa MOXET yCUnuTbCca ANCAYHKLUMS NOYEYHbIX KaHanbLEeB. XOTs MHOMME Kpu3sbl
paspeLlatTCa CMOHTaAHHO, MPU YMeHbLUeHMM OenkoBOW Harpysku, afeKBaTHOIO MNapeHTepanbHOro nuUTaHus U1
OETOKCUKALWOHHOW Tepanun, W HeKoTOopble NpOrpeccupytoT A0 MOMHOM MNEeYEHOYHOW HeOoCTaTOYHOCTUM U
neyeHOYHON aHLedanonaTum.

Mexay Kpv3amu y GOrbLUMHCTBA MauMeHTOB HabnogaeTcsa renatomeranus Nerkon Unu cpegHew cTeneHu
TSXKECTU. Y HEeKOTOpblX MauueHToB C (MOPMUPYHOLUMMCH LMPPO3OM WNW renaToMeranvMen C HapylleHuem
reMoAMHaMUKM 1 NOBbILLEHWEM PE3UCTEHTHOCTY NapeHxumsl (no [N cocyaoB neyeHn) oTmevaeTcs CnineHoMeranms.
[MeyeHoYHble TpaHCamMWHa3sbl B HOPME WNN HEMHOro MOBbIWEHbl, a ypoBeHb 6unupybuHa B Hopme. Anbda-

ceTonpoTenH nossbiteH (10 - 1 000 000 Hr/mr; B HopMe < 10). KnHnMYeckn ypoBHM o-eronpoTenHa g CbIBOPOTKE
OPVEHTUPOBOYHO OTPaXaloT arpeccuMBHOCTb  3aboreBaHnsi, Kak W YpPOBHM METMOHMHA B  Nnasme.
MMNepBunupyBuHeMmUs 1 rMnepaMMoHNeMmUst SBASKOTCS NO3AHUMU NPU3HAKaMU NEYEHOYHON HEA0CTAaTOYHOCTM

Linppo3, BEpOATHO, B KOHEYHOM MTOre pas3BMBaeTcs y Bcex naumeHToB ¢ HT1, u puck renatouennionspHon
KapumHOMbI Ype3sBblyanHo Bbicok [19]. C kaxabim roaom 6e3 neyerHns 6onesHn puck passutusa LUK yBenvdnsaetcs
¢ 14 po 75%. PaHHee, 4O MecsayHOro Bo3pacTa, Havano natoreHeTudcekon Tepanuu cHmxkaeT puck MUK go 1%, n
HeobXx0AMMOCTb B TPAHCMNaHTaumm nevyeHn ymerbLiaetcs ¢ 71% 0o 26% [15, 23]. BaxHo, 4To Aaneko He Kaxablv
cnyyan UK BosHukaeT Ha cboHe Lmppo3sa. Tak B 063ope R.Khanna, 2018, skniovatowem 15 nccnegosanum, cpegHas
yactoTta LUK y geten coctasuna 0,41 Ha 1000000, y Bapocnbix - 0,8 Ha MunnuoH HaceneHus [24]. Yactota MUK npu
HT1 npeBbiwaeT B 40 pa3 ee 4acToTy Npu APYrMX MeTabonmyecknux n MHAPEKLNOHHBLIX 3aboneBaHusAx nedeHun. Puck
pa3suTtua MUK npn HT1 Bo3HWKaeT npu OTCYTCTBUM Tepanum HUTU3MHOHOM U Hayanom Tepanum nos3xe 1 MecsiyHoro
Bo3pacrTa [25]. Tem He MeHee, Jaxe Npu ANUTENBHOM nepuoge 6e3 nevenHns, YacTb AeTen bnarogapHo oTBeYaroT
Ha Tepanui - BOCCTAHaBNUBAOTCA CTPYKTypa MeyvYeHn, KynupyeTcsa TyOynonaTtus, BOCCTaHaBNnMBaeTCs
MUWHeparnbHas NAIOTHOCTb KOCTEN M 3NeKTPONUTHbIN 6anaHc. OTMeyeHbl criydyan, korga nauneHTsl Obiniv HanpaBneHs!
Ha TpaHcnnaHTaumio ¢ npeasaputenbHon nogrotoskon NTBC (2-(2-HuTpo-4-TpudpnioopomeTtunbeHsonn)-1,3-
LUMKIOrekcaHeAnoH (HUTU3UHOH)) ANS yny4dleHns oOOMeHHbIX NPOoLEeCcCoB, KypcoM Ha 3 MecC., a MO NPOLLECTBMM 3TOro
nepuoga, nokasaHus K TpaHCnnaHTauum uc4esann. Y HeKoTopblx AeTen Npoaorikanack KOHcepBaTMBHas Tepanus,
cTabunusauus n/unu perpecc umppoasa.

BOMbLWMHCTBO MHCTPYMEHTanbHbIX MeToaoB uccnegosarus (KT, Y3WU, aHrmorpadusi) He No3BONSAOT HAZEXHO
AnddepeHumpoBaTb oOpoKavyecTBEHHbIE U 3MoKa4YeCcTBeHHble y3ernkoBble obpasoBaHud. [Ons KT-oGHapyxeHus
Ba>KHO BbIMOMHATL TOMOrpaduio ¢ KOHTpacToM 1 6e3 Hero, NOTOMY YTO KOHTPacTUpPOBaHWE MOXET CKpblBaTb OOHMU
y3€ernku, HO BbISBUTb gpyrne. YyBcTButensHOCTbL Y3W no kpanHen mepe Takas xe, kak y KT, HO OHO BO MHOroOM
3aBMCUT OT onbiTa Bpaya. Cnegyer OTMeTMTb, YTO MOCKOMbKY npemMeaukaumsa 6Gapbutypatammn MoxeT
cnpoBoLMpoBaTh NOPMUPUINHO-NOZ0OHbIE KpU3bl, NydLle n3beratb ee MCNoNb30BaHUS Yy NaUMEHTOB, HE NOMyYaBLUNX
NTBC [26].

HeBponoquecme KPpU3ncbl TMPO3NHEMUU | TMna

HeBponornyeckue Kpusbl renatopeHanbHOM TUPO3MHEMUM - 3TO OCTpble 3NM304bl Nepudepruyeckon
HeBponaTun. KnuHunyeckn kpusbl gensarca Ha gse dasbl: (1) akTMBHbIA nepuoa ¢ npeobnagaHneM 60ne3HeHHbIX
napecTesvil, BereTaTMBHbIX MPU3HAKOB (HampuMMep, MMNEpPTOHMS, Taxukapaus, KuLeYHask HenpoxXoauMOoCTb) U
nHorga nporpeccupylowero napanuya u (2) nepuog BOCCTaAHOBMEHMS MOCREe Mnapanutuyeckoro kpusa. M3 48
naumeHToB (ppaHko-kaHaackoro nponcxoxaeHus y 20 (42 npoueHTta) 6binn onMcaHbl HEBPONOrnyeckne Kpusbl [27].
Mepudpepunueckas rmnepnapecTesns NPOSBNSAETCS C paHHEro Bo3pacTa - MrafeHel OTKa3biBaeTCs HaxoauTCs Ha



pykax y maTtepu, GECnokouTcsi npuv NMPUKOCHOBEHMWSX, MOMMaXUBaHWUSX, MpegnoyntaeT HaxoOuTCA B KpOBaTKe.
bonesHeHHblE Kpu3bl Hanbonee 4acTbll HEBPONOrMYeCckMi BapmaHT [28]. Bo Bpems npoapoma, KOTopbIA 4acTo
BO3HMKAET Mocrie He3HaYNTENbHON NHADEKLUN C aHOPEKCUEN N PBOTOMN, peDEeHOK pasapaXKUTENneH N MeEHee aKTMBEH,
yem 06bI4HO. 3aTem y pebeHka nosBnseTcs cunbHasa 60nb, YacTo B Horax. Yacto nauymeHTbl MPUMHUMAOT NO3ULNIO
KparHero rmnepakCcTeH3un TyroBuLLA M LIEeW, KOTopble MOryT ObiTb OLUMOOYHO MPUHATHI 3@ ONMUCTOTOHYC UMK
MEHUHIN3M. [MNEePTOHYC MOXHO NPUHATbL 3@ TOHWYECKME CyOooporn, HO Ha caMOM Aene nauueHTbl HaxoasaTcs B
Cco3HaHuK. Takke MOryT HabnaaTbCA HACTOSLLMe Cya0pOrn, YacTo B COMETaHUM C TSXerNon runoHaTpuemmen [27].
Kpu3bl MOryT 6bITb HACTONBKO MyYUTENBHLIMMK, YTO COMPOBOXAAKTCA caMmonoBpexaeHnsamn [27]. BaxkHo oTMeTuTb,
YTO YMCTBEHHOE pa3BuTue aeten ¢ HT1 aBnseTcs HopmanbHbIM U YTO BO BPEMS KPU3UCOB YPOBEHb MX CO3HAHUSA He
CHWXaeTcs.

AkTuBHasi pasa oObIuHO anmTca oT 1 oo 7 aHen. B oyeHb peakux criyyasix BoO BpeMS KpU30B MCKYCCTBEHHAS
BEHTUNAUMSA nerknx 6bina Heobxoamma mns-3a abixatenbHon cnaboctu, B 0AHOM crydae Ha cpok bonee 3 mecsues
[27]. YacTO BO3HMKaKOT pPBOTA W KULLIEYHAS HENPOXOOAMMOCTb, KOTOPblE MOTYT YCIOXHUTL PEXUM MUTaHUS.
ApTepuanbHas rMnepToHus U CTOMKas TaxuvkapAus XapakTepHbl NS paHHeW CTaguu HEBPOOrM4eckoro Kpuaa.
MoryT Takke BO3HWKHYTb BblpaXXeHHasi runoHaTpmemus, runodocdaremms 1 runokannemms [27].

Cnepyetr otmMeTuTb, 4To y 30 poOCCUMCKMX NaUMEHTOB He Habnioganu nogobHOM OCTPOM U TSXKEenon
cMMnToMaTtukn. HeBpomornyeckne Kpuabl SABMSIIOTCS OCHOBHOM MpUYMHOW 3aborneBaemMocTV Yy MauueHToB, He
nonyyaswmx NTBC. lMo paHHbIM MexgyHapogHoro onpoca, 10% cmepTter npu HT1 npousownu Bo Bpems
HeBpoormyecknx kpuancos. letert ¢ HT1 1 npuaHakamu, ykasbiBatOLLMMKN Ha NPUOAMKaOLWMNCS HEBPOOrMYeCcKnii
Kpu3uc, crnegyet rocnutanuanpoBaTb Ansi NMOCTOSIHHOrO HabnwaeHust 3a pecnupaTtopHon (PyHKUMEn BO Bpems
ocTtpow dasbl.

MaTonorus no4ex npu TMPO3NHEMUU | TMNna

Y naumeHToB ¢ HT1 noytm Bcerga NpUCYTCTBYET MOPaXeEHWEe MOYeK pPasfMYHOM CTEneHu, OT Jerkom
AMCAYHKUMM KaHanbLEB A0 SIBHOW MOYEYHOW HefoCTaTOYHOCTW. [MopaxkeHue noyek COOTBETCTBYIOT BTOPUYHOMY
cmHapomy ®aHKOHW, MOSTHOMY MMM HEMOJTHOMY: CHUXEHWEe YPOBHS KanbLusi B KPOBU; CHIDKEHME ypoBHSA dhoccopa B
KpOBMW; MOBbIWEHME YPOBHA LIEMNoYHou docdaTasbl; pasBuTne MeTabonmyeckoro aumgosa, HapylleHvue
peabcopbunn GukapboHaTOB B NPOKCMMAarbHbIX KaHanbLax; MOXeT BbiTb HOpMarnbHas 3KCKpeLmMs KanbLms ¢ MOYOW
npu runokanbLuemMmu; noBblLLEHMe KNnpeHca ocdaToB MOYK, BCacbiBaHne pocaToB B KNLWEYHNKE HE CTpadaeT;
rnoko3dypusa (20 - 30 r/n 1 Bbiwe); pa3BUTUE FeHepanuM3OBaHHOW rMnepamMmHoOauMaypun; HapyweHue yHKLMRA
aMMOHMOaUMaoreHesa - CHUWKEHWE TUTPAUMOHHOW KUCIOTHOCTM, nosbiweHne pH mouun Gonbwe 6,0; passutue
rmnokanmemumn.

TspkecTb AMCYHKUMM MPOKCUMarbHbIX KaHanbLEB pasfnyHa M MOXET pe3ko ycyrybnaTbca B nepuoabl
AekomneHcauun. unodocdateMuyecknii paxmT SBNAETCA OCHOBHBIM KIMHUYECKUM MPU3HAKOM AUCAHYHKLUU
noyeyHblx KaHanbueB npu HT1. Y HekoTopbix getenm ¢ HT1 Habniogaetcs MoYeyHbld KaHanbLeBbl auunpos.
'eHepanu3oBaHHas amnHoauMaypus BCTpeyaeTcs valle, YeM rnokosypus. NoTtepsa docdara ¢ Mo4on, BEPOATHO,
SBNAETCA OCHOBHbIM MEXaHW3MOM paxuTa y STUX MNauMeHTOB, O YeM CBUAETENbCTBYIOT YacTble MPOSBMEHUs
runocpocateMmm n OTCYTCTBUE rMNOKanbLUEMUN UM TMNOMMIasum amanu 3y6oB, YTO MOXET CBUAETENbLCTBOBATL O
natoreHese, cBA3aHHOM ¢ BuTamuHom D [29].

CkeneTHble U3MeHeHUs1 Npu Tupo3uHemun | Tuna

[o nosBneHWss BO3MOXHOCTEN NaTOreHeTUYeckoro neveHus nauueHTel ¢ HT1 wumenu rpybble
MHOIOMJTOCKOCTHbIE ,qecbopmaumm CKeneTa, natosiormn4eckme nepernombl, yTpupoBaHHbI€ NPOABIIEHUA paxnuTa B Buae
rmnepnnasum xpswen (4etkm un Opacnetbl), GaweHHOro u4epena, runeprugposa, CcuHAPoMa XBOCTeka,
pa3gpaxutenbHOCTK, NOTNMBOCTW, JIOMKOCTM HorTew, 3y6os. [lpu npoBegeHun peHTreHorpagum BbISIBNSAIOT
CHWXKEHMEe KOCTHOro BO3pacTa M OCTEOMeHuto, BMMOTb A0 OCTeonoposa, paclumpeHne AucTanbHbIX 3nugusos
TpybuaTbIX KOCTEN, AechopmaLnst U UICTOHYEHUE KOPTMKANIBHOIO Crost MACTHBIX U NIFOCHEBLIX KOCTEN, Npeanieyvmn,
roneHen, 6egep, cabnesngHble gedopmauMm BCeX KOCTEW Ha KOTopble Obina Harpys3ka - ecrnv XOAMI - HUXKHUX
KOHe4HOCTelr, ecnu nonsan - u 6egep, U nned, n npegnnevmn. Habnopatotca gedopmMauns rpyaHON KneTkw,
Krtoumu, BblpaxeHHasa rappucoHoBa 6opo3ga, Aucnnasus u nogsbiBux Ta3obepeHHbIX CYyCTaBoB.

OnarHos HacneactBeHHon HT1 cnegyeT npegnonarate NpU HanuuMy BamnbryCHbIX (Yalle) uUnu BapyCHbIX
WCKPMBMEHUIN KOHEYHOCTEN C CONyTCTBYIOLW e renatomeranuein. Hekotopble 60onbHble 40 2 - 3 neT CamoCTOSATENBHO
nepegBuraloTCsl, XOTA PE3UCTEHTHOCTb K Harpy3kam y HUX HM3Kas, a 3aTeM MnepecTalT XOAWTb, YTO He peako
ABMsieTcA NoBoAoM Ans obpalyeHms K Bpadam. STO JOBOMbHO TUMMYHO AN NauMEHTOB N3 MHOroAEeTHbIX, COLMansHO



Hebnaromnony4YHbIX UK MIOX0O FOBOPSILLMX MO-PYCCKU CEMEN U3 CEeNbCKOM MECTHOCTM, TOPHbIX aynoB, yAaneHHbIX
paioHOB, rae HeT CreLnanmncToB.

Apyrve KnuHU4eckue nposiBneHus u auddepeHumnanbHas AMarHocTUKa TMpo3uHeMun Tmn 1

KnuHuyeckn 3Hauumas runeptpodumdeckas kapavomuonaTtusa Obina 3apernctpupoBaHa y Tpex geTen ¢
TUPO3MHEMUEN, U Y OQHOrO OHa cTasna npuynHon cmeptu [30].

MnornukemMmnst - CMMNTOM TUMUYHBLIA ANS MIAAeHUEeB [0 roda C TsKenbiM TevyeHueM 3aborneBaHus,
COMpOBOXJaBLUEMCS MEYEHOYHON HeJOCTaTOYHOCThIO. [10aTOMy cneayeT npoBoANTb AnddepeHLnansbHbIN AMarHos
C rMUKOreHo3amMu, HapyLeHnaMn 6eta OKUCNEHUS XXUPHbIX KACHOT.

[MoBbileHNe ypoOBHA TUPO3MHA Takke MoXeT Habnwgatbca npu Apyrnx gopmax HacneaCTBEHHOW
TUPO3MHEMWUW,  KOTOpble  OTNIMYAKTCA MO CNEeKTpYy  KIWHMYECKMX  MposiBNeHun.  HegoctaToyHOCTb
TMPO3MHaAMMHOTPaHCdepPas3bl - MNepBoro depmeHTa Nyt katabonmama TUpO3MHA - NPUBOOUT K PasBUTUIO
HacnefcTBeHHOW Tupo3nHemunn 2-ro Tuna (OMIM 276600), Takke HasbiBaeMoW CMHOPOMOM PuyHepa-XaHxapTta.
Tupo3anHemus 2-ro Tvna ConpoBOXAAETCS NOBLILLEHNEM YPOBHS TUPO3NHA B KPOBM U Moye. KnnHudeckun peHoTun
BKJIHOYAET YMCTBEHHYIO OTCTaNoCTb, 60ne3HeHHbIe BbiChbiNaHus Ha porosuLe, oTodobuto, kepaTuT n 60NEe3HEHHbIN
nanbmMonnaHTapHbli  runepkepato3  [4].  MyTaumm, npuvBogdAWME K  CHWKEHWIO  aKTMBHOCTM  p-
rmapokcnpeHnnNuMpyBaTOnoOKCUreHasbl - BTOPOro depmeHTa katabonuama Tupo3uMHa, MOryT crnocobcTBoBaTb
pa3BuTnio XoknHcuHypum (OMIM 140350) nnn HacneacTBeHHoW TuposmHemnn 3-ro Tuna (OMIM 276710).

2. lnarHocTMKa 3aboneBaHUA U COCTOAHMA (rpynnbl 3a6oneBaHUn UNU COCTOSAHUMNA) MeAULIMHCKUe
nokasaHusi U NPOTUBONOKa3aHUs K MPUMEHEHUI0 MeTOAO0B ANarHOCTUKM

OnarHos HT1 yctaHaBnuBalT Ha OCHOBaHMM AaHHbIX CEMEWHOr0 aHamMHe3a, KIUHWYECKUX CUMMNToMaXx,
AaHHbIX MHCTPYMEHTanbHbIX MCCNEeAoBaHMN, a Takke pesynbTatax buoxmmudeckon n JHK-gnarHocTrku
2.1 XXano6bl 1 aHamHe3

Mpn cbope aHamHe3a KU xanob pekoMeHOOBaHO 0O0paTUTb BHUMaHWE Ha CcreaylolimMe Xanobdbl wu
aHaMHecTn4eckue cobblTus:

- OTArOLEHHbIN CEMENHbIA aHaMHe3 (CXO4Hble CUMMTOMbI y cnbcoB npobaHaa, 6nmM3kopoaCcTBEHHbIN Bpak);
- Cny4au BHe3arHown JeTCKon CMepTy;

- CpbIrMBaHus, pBOTA;

- MOTeps Macchl Tena, nrnoxas npubaska Macchl Tena;

- XenTyxa;

- HOCOBbIE KPOBOTEYEHMSI, KPOBOTEYEHUSA U3 MECT UHBEKLUN;

- yBErIM4YeHne pasmepoB NeYEHUN, CENE3EHKN;

- crneundmyecknin "kanycTHbIN" 3anax Tena;

- pasnunyHble gedopmMaumm ckeneta (Yalle HUKHUX KOHEYHOCTEN);

- 3Nn304bl rMNOrfMKEMUN B aHaMHe3se.

>Kanobbl 1 aHaMHe3 Takke onncaHbl B pasgene "KnnHu4eckas kaptuHa'.

2.2 dusukanbHoe obcrnegoBaHue

MaumeHTy c nogo3peHnem Ha HT 1 cnegyeT npoBecTu nonHoueHHoe msmkanbHoe obcnegoBaHue, obpawas
0coboe BHMMaHWe Ha nanbnaTopHOe 1 NepPKyTOPHOE UCCNeaoBaHNe NeYeHN U CENE3EHKN.

OcTtpas popma HT 1A:



- 3aepKka PU3NYECKOro pasBUTUS;

- (bebpunbHas Temnepartypa;

- pBoTa, 06E3BOXMBAHUE;

- Qnapes;

- renaTo-/renaTocnneHomeranus;

- acuuT 1 guHaMm4eckas HeNPOXOAMMOCTb KULLEYHUKA;

- XenTyxa (Ha cTagum OoCcTporo renatuTa);

- OCTPOE XenygoyHO-KNLLEeYHOE KpoBOTeYeHe (BO3MOXHbI MeneHa, pBoTa KoherHoM ryLuen);

- 6be3benkoBble OTEKN, aHacapkKa;

KPOBOTEYEHUS 32 CHET CHIDKEHUSA HENKOBO-CUHTETUYECKOWN (PYHKLIMM NEYEHU;

WHorga cneundundecknin "kanycTHelii" 3anax Tena;

rMnepruapos, KOTopbI BbIpaXeH B Nepuof Kpn3oB, 0COGEHHO Ha hoHe NXopaaKku 1 TMMnornmMKeMuuy;

rmnepecte3usi (pebeHok MpeanoYMTaeT HaxooMTbCS B KPOBAaTKe, a He Ha pykax y maTepu) siBnseTtcs
NposiBNeHNeM MonMHenponaTmu.

XpoHudeckaa HT 1B:

- 3aepKka pocTa, Ha 3 - 4 roga oTcTaeT hmanonornyeckas cMeHa 3yboB, 3a4epXUBaeTCsl KOCTHbIV BO3pacCT;
- renarto-/renatocnyeHoMeranus;

- acuuT 1 guHaMmyeckas HeNPOXOAMMOCTb KULLIEYHMKA;

- XenTtyxa (Ha cTagum ocTporo renartuTa);

- OCTpOE XenyAo4YHO-KMLIEeYHOe KpoBOTeYeHe (BO3MOXHbI MeneHa, pBoTa KOOenHoN rywien);

- 6e3benkoBble OTEKU, aHacapkKa;

- KPOBOTEYEHNS 3@ CHET CHKEHUST BENKOBO-CUHTETUYECKON (DYHKLINM NEYEHN;

- nHorAa cneundmyecknii "kanycTHel" 3anax Tena;

- rmneprnapos, KOTOprVI BblpaXeH B nepunoa Kpn3os, 0CobeHHO Ha (bOHe NInXopaakn v runornnkemMmnn;

- runepectesns (pebeHoKk npeanoynTaeT HaxoOUTbCS B KpOBAaTKe, @ HE Ha pykax y martepu) siBnsietcs
NpOosiIBNIEHNEM MONMHENPONATUN;

- anI/ITOI'IOﬂ,O6HOG 3aboneBaHne BCNeACTBME TSXKENON Ty6yr|or|ava|;

- nepudepuryeckas HemponaTtus, ocTpble abaoMUHaNbHbIE KPU3bI; UK Tak Ha3blBaeMble "TMpo3nHemMmyeckue”
KpU3bl, KOTOpble MPOBOLMPYIOTCA MPUEMOM BbICOKODEMKOBOM MWLM U CONPOBOXOAKTCA NMXOPaAKOW, PBOTOMW,
NHTOKCUKaLuuen;

- KapavomuonaTusl U apTepuarnbHasi TMNepTEeH3Ns NPOABNSAIOTCA Kak pe3ynbTaT MeTabonuyeckmx NpoLeCCos,
Tak U BTOPUYHO Ha hOHE NOPaKEHUSI NMOYEK.

23 J'IaﬁopaToprle AnarHoCcTu4yeckue mccrnegoBaHus

- PEKOMeH,EI,yeTCﬂ BCEM NauneHtTam C KIMIMHUYEeCKMMUN NPpU3HakKamMun, XxapakTtepHbiMU O54 HT1 onpeaeneHne
dMWHOKUCIIOT N CyKUuuHuUnaueTtoHa B OMONOrMYecKNX XMUOKOCTAX MEeToAOM TaHOeMHOMN Macc-cnekTpomMmeTpumn
(KOMI’IJ’IeKCHOG onpegeneHne KoOHUEeHTpauun Ha aMUHOKUCIOTbI U auUNKapHUTUHbI B KPOBU METOO0M TaHAEeMHOM



Macc-cnekTpomeTpum, KomnnekcHoe onpeaeneHne CcoaepKaHusl OpraHMYeckMX KUCNOT B MO4Ye) C  LEenbto
BUOXMMUYECKOTO MOATBEPXKAEHUA AMarHo3a u audpdepeHumanbHON AMarHoCTUKA C APYIMMW HacneacTBEHHbIMU
HapyLleHusMn obMeHa BellecTs [1, 4, 10, 31].

YpoBeHb ybeanTenbHOCTU pekoMmeHaaumm - C, ypoBEHb JOCTOBEPHOCTM A0OKa3aTenbCTB - 5.

KommeHTapuu: BaxHO nOMHMTBL, 4TO B3ATME OGuonormyeckoro martepuwana Ansg aHanmsoB (MOYM Ha
CYKUMHMNALETOH M KPOBM ONS NPOBeAEeHMs] TAHOEMHOW MacC-CNeKTPOMETPUN) OOIDKHO MPOBOAUTLCS OO0 Havana
WHpY3NOHHOM Tepanum, 0COOEHHO BBEAEHUS Na3Mo3aMeLLaloLL X pacTBOPOB M KOMMOHEHTOB KPOBM.

[MaTorHoMOHUYHBbIM NpusHakoM HT 1 ABNSieTCS BbICOKMIA YPOBEHb CYKLMHUALETOHA B MOYE U Nna3Mme KpoBu
(Hopma 0 - 2 mM/monb kpeaTuHuHa). Hebonbluoe NOBbIWEHUE CYKUMHWNALETOHa B KPOBU W MOYEe MOXET
HabnogaTbCca nNpu nepekopme O6enkoBOW NULLIEN, MPMBOASLLEM K (PYHKLMOHANbHOW HegocTtaTtoyHocTn FAH.
ViccnegoBaHue CyKuMHUaLeToHa HeobxoaMMo NPoBOAUTL 40 Havana AeTOKCUKALMOHHOW Tepanuu, NepennBaHus
nnasmbl U APYrnx KOMMNOHEHTOB KPOBMW.

Bbicokuin ypoBeHb METMOHWHA NPUBOAUT K MOSIBIIEHMIO "KanyCTHOrO" 3anaxa, KOTopbl He Tak cneunduyeH,
Kak OnucblBanocb paHee, U cKkopee OTpaXkaeT NeYeHOYHO-KMETOYHYI0 HeJOCTaTOYHOCTb. YPOBEHb TUPO3NHA Bhbille
200 mkMonbk/n n noBbIWeHWEe ero npeAllecTBeHHMKa (beHunanaHuHa npu TUPO3MHEMUM OMPEeaenstoTes Nulb y
JeTel ¢ HopMmarbHbIM HYTPUTUBHBIM CTaTyCOM. Y UCTOLEHHbIX AEeTel C ANUTENbHbIM aHaMHE3OM U KIMHUKOM
06enKoBO-aHEPreTUYECKON HEAOCTATOYHOCTH COAEepPXKaHMe TUPO3MHa U peHunanaHHa B KpOBU MOryT ObiTb B HOPME.
Ha doHe npoBeaeHus cneuudmyeckon Tepanum HUTU3UMHOHOM™®*, HM3KOOENKoBOM [OueTbl U NpoBeAeHUs
OETOKCUKALMOHHOW Tepanun ypoBEHb CYKLMHUNALETOHA 3HAYUTENbHO CHUXAETCS U 4OCTUraeT HOPMbl B TEYEHME
cyTok. CnegyeTt ¢ OCTOPOXHOCTbIO OTHOCUTLCA K MHTEpnpeTaummn pe3ynbTaToB aHanmM3a aMUHOKUCIIOT, MOCKOIbKY
NoBbilIEHME YPOBHSA eHunanaHnHa, TUpOo3MHa W METUOHMHA YacTo HabnwgaeTca npu  3aboneBaHusX,
COMPOBOXAAKLLMNXCA TSHXKENBIM NOPAKEHNEM MEYEHN.

- PekomeHgoBaHO BCeM MauMeHTaM C KNMHMYECKUMUN NpusHakamu, xapaktepHoiMn and HT1 onpegeneHve
anbda-getonpotenHa (ADI1) B cbiBOPOTKE (MNK nnasme) KPpOBU, KOTOPbIA ABNAETCS OOHMM M3 BUOXMMMYECKNX
mMapkepoB HT 1 ¢ Lenbio 6MoXMMMYeckoro NOATBEPXKAEHNSA AnarHo3a u gudpdepeHumansHoOm ANarHoCTUKU C APYrMMm
HacneACcTBEHHbIMU HapyleHnsamn obmeHa BewecTs [1, 4, 10, 31].

YpoBeHb y6eamTensHOCT pekoMeHaauuii - C, ypoBeHb JOCTOBEPHOCTU A0Ka3aTemNbCTB - 5.

KommeHTapum: A®I1 - mapkep nponundepaumm )XenyHblx npoTokos, npyu HT 1B noBbIWweH B aecaTky, a 'y geten
¢ HT 1A paxe B Tbicauum pas. ADI1 He cneundnyHbIA, HO OYEHb YYBCTBUTESbHbIN NOKa3aTenb, NPU HOPManbHOM ero
ypoBHe avarHo3 HT 1 comHuTeneH. B Hopme y geTtert ot 0 go 3 mec. KoHueHTpauna A®IT < 1000 Hr/mn; oT 3 MecsueB
po 18 net koHueHTpaunsa APl < 12 Hr/mn.

OpyruM MapkepoMm SIBMSIeTCS MOBbILLIEHME 0-aMHHONICBYIMHOBOH o crioth, Tak Kak CYKLUMHMUNALETOH
WHrMBMpYeT aernaporeHasy 0-aMUHONEBYINHOBOH yycnoTel B neyeHn u apuTpouuTax. B Hopme coaepxaHue

0-aMHHOJICBYIMHOBOH 0otk B pasosoit Npobe Moum cocTaenseT < 34 MkMonb/n (popMyna nepepacueta <
4,5 mr/n x 7,626), B cyTouHOM MoYe - oT 11,4 oo 57,2 mkmons/cyT (1,5 - 7,5 mr/cyT).

MoBbILEHNe KOHLEHTpaLy O-AMUHONCBYIIMHOBON yycroTh oTMeuaeTcs Takke NpU ocTpbiX Nopdupusix
(ocTpas nepemexarolasncsa, "nectpad", BpoOXAeHHas Konponopgupus), OTpaBneHWW CBUHLOM, AeduumTe
aMWHoONeByNMHaT-gernapaTtasbl (roMO3UroThbl). YMepeHHOe NoBbILLEHME MOXET HabnogaTbes Npy aAnadbetnyeckom
KeToaumagose, 6epeMeHHOCTH, NO3AHEN KOXXHON Nopdupmm 1 Npu NpMemMe HEKOTOPLIX MPOTMBOCYAOPOXHbIX CPEACTB.

- PekoMeHO0BaHO BCEM NaUMEHTaM C KITMHUYECKUMWU U BUOXUMUYECKMMWN U3MEHEHUSIMU XapaKTEPHbIMU ANS
HT1 nccnepgoBanue reHa oymapunauetormaponasbl (FAH), ¢ Lenbio MonekynsapHO-reHeTUYeCKOro NoATBEPXKAEHUS
anarHosa [1, 4, 5, 10, 16, 31].

YpoBeHb yGeanTensHOCTM pekoMeHaaumin - C, ypoBeHb AOCTOBEPHOCTU A0Ka3aTenbCTs - 5.

KoMmeHTapum: YacTbiMy NaToreHHbIMM BapuaHTaMmu sienstoted: €.554-1G > T, ¢.1062+5G > A, ¢.1025C > T
(Pro342Leu) ¢.1090G > C (Glu364GIn).

- PexomeHngyeTtcs naumeHTam C KnvHu4eckumu npossreHnsamm HT1 npoBegeHue obuiero (KMMHUYECKOro)
aHanu3a KpoBW pasBepHYTOro (remorriobvH, KOMM4ecTBO 3pPMTPOUMTOB, LBETOBOW MNOKasaTeslb, KONUYeCTBO



NenKouuToB, TPOMGOLIMTOB, NerkouMTapHasi opMyria 1 CKOPOCTb OCelaHnsl 3PUTPOLUTOR), AJ1s1 OL€HKM OCHOBHbIX
napameTpoB KPOBETBOPEHMS U HaNMYMsl BOCNanNuUTENbHbIX npoLeccos [32].

YpoBeHb yGeamTensHOCT pekoMeHaauuii - C, ypoBeHb JOCTOBEPHOCTM A0Ka3aTemNbCTB - 5.

- PekomeHayeTca nauueHtTam C KnNuHu4eckumu nposieneHvsamun HT1 npoBegeHue obuiero (KNMHUYECKOro)
aHanusa mMo4u Ans OLEHKN COCTOSIHUS MOYEBbLIBOOSALLMX NyTen 1 nodvek [33].

YpoBeHb yGeamTensHOCT pekoMeHaaumui - C, ypoBeHb JOCTOBEPHOCTM A0Ka3aTemNbCTB - 5.

- PekomeHayeTca naumeHTam ¢ KNnUHU4eckuMu nposasneHvamum HT1 npoBeaeHme BuoxmmMmmyeckoro aHanmaa
KpoBu (rnioko3a, obwmn 6enok, 6enkoBble gpakunm (MccnegoBaHue ypoBHSA anbOymuHa B KpOBW, onpegerneHune
anbb6yMuH/rnobynMHOBOIrO COOTHOLLIEHMSI B KPOBM), OOLLMIA, CBSAI3aHHbIN U CBODOAOHbLI GUNNPYOMH, XONecTepuH,
TpUrnuuepuabl, NMNONpPoTenabl HU3KOW N BbICOKOW MIOTHOCTW (MCCedoBaHMEe YPOBHS JIMMOMNPOTEUHOB B KPOBM),
weno4Hasa docdaTasa, ramma-rnotamunTtpaHcdepasa (I T), kpeaTUHUH, MOYeBMHaA, anaHMHaMUHOTpaHcdepasa
(AJ1T), acnaptatamunHoTpaHcdepasa (ACT), kanbumn obLLMA N NOHU3MPOBAHHBIN, HATPUIA, Kanuin, HEOPraHUYeCcKni
doccop, xeneso un eppuTMH) ANns OUEHKM (YHKLUMOHANBHOIO COCTOSIHUSI BHYTPEHHWX OPraHoB, Hanuuus
NHMEKLMOHHBIX OCITOXHEHUI N HYTPUTUBHOIO cTatyca naumenTa [1, 4, 5, 10, 31].

YpoBeHb ybeauTenbHOCTM pekoMeHaaumm - C, ypoBeHb JOCTOBEPHOCTM AoKa3aTenbCTB - 5.

KomMeHTapumn: B kpoBM OTMeYaloTCA YMEPEHHO NOBbILIEHHBIN YpOBEeHb TpaHcamuHas (B 2 - 3 1 bonee pas),
BbICOKMN YpOBEHb ramma-rnotamunTtpaHcdepassl (MT) n wenovHon docdartasbl (LLP), koTopblie saBndATCcA
npu3Hakammn BHyTpunevyeHo4yHoro xonectasa. Mpun HT 1A oTmevaeTcs yMepeHHbIN BHYTPUMNEYEHOYHbIN XOrecTas,
npu HT 1B xonecTtas moxeT 6biTb ANCCOLMMPOBAHHBLIM: NPY HOPMarbHOM YPOBHE BUnMpybuHa OTMeYaeTcs BbICOKUM
ypoBeHb [TT, a Takke wenovHon doccaTasbl (D), yBennueHne kotopor mMoxeT BbiTb MPOSABEHNEM OCTPOro
paxuTa.

Mpu Hanuyum paxutonogobHoro 3aboneBaHusa akTuBHocTb P npeBbiwaetr HopMy B 5 n 6Gonee pas.
BoipaxeHHOCTb Tybynonatmm onpegensietcs 3NeKTponuTHeIM AncbanaHcoM M NPOSBASETCA HU3KMM YPOBHEM
Kanbums n docdopa B cbiBOpoTke KpoBU. CuHapom PaHKOHM MOXKET ObiTb, KaK MOSMHBIM, Tak WU HEMOSHbIM,
ONTMMarnbHO OH onpefenseTcsa KanbUui/kpeaTUHNHOBbLIM U hocdop/KpeaTUHUHOBLIM KOIMULNEHTOM B Pa3oBOW
(BTOPON) MOPUMM MOYN, KOTOPbIE MOTYT ObITb NOXHOOTPULATENBHBIMU NPY HU3KOM YPOBHE 3TUX 3NEKTPONUTOB B
kpoBu. lNMpu3aHakn cuHapoma PaHKOHM BKITHOYAIOT [MOKO3YPUI0, FEHepanvM3oBaHHy0 aMMHOAUMAYPUI0, MOYEeYHbIN
KaHanbueBbln aungos, docdatypuio. BTOpuyHbIN  runepnapatupeos COMpsXeH C  runokanbueMunen,
rmnodocdaTemMuen n COOTBETCTBYOLLMMU UM Kanbunin- u docdaTtypuen [1, 4, 7, 9].

- PekomeHpgyeTcs npoBefeHue koarynorpammbl (AYTB, MHO, npoTpoMbuHoBOE Bpemsi, MPOTPOMOMHOBLI
WHAOEKC, PMOpPMHOreH) naLmeHTam ¢ KnMHudecknmn nposisneHnamm HT1 ansa oueHkM yHKLUMOHANBHOro COCTOSIHUSA
neyeHn n cBepTbiBaloLWEN CUCTEMbI KPOBU [4].

YpoBeHb ybeauTenbHOCTM pekoMmeHaaumm - C, ypoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 5

KommeHTapuii: Koarynorpamma Heobxoamma Ans BeisiBrneHus ButamunH K-3aBucrmon koarynonatum, kotopas
XapaktepusyeTtca AeduuMToM BCeX nedYeHo4YHbIX dakTtopoB ceepTbiBaHus (I, V, VI, X, IX, XI, XIl), yannHeHnem
NPOTPOMOMHOBOIO U  aKTUBMPOBAHHOIO YacTUYHOro TpombonnactuHoBoro BpeMeHn (AYTB), cHwxkeHvem
NpoTPOMOMHOBOrO MHAekca, mbpuHoreHa, aHTuTpombuHa lll. Koarynonatus 4daiie BcTpedaeTcss npu OCTpoOM
TuposmHemun (HT 1A), npoTekaeT 3HaUUTENbHO TAXKenee, Yem npu apyrux 6onesHax neyeHun, Npu 3TOM akTMBHOCTb
TpaHCaMvHa3 U M3MeHeHus cogepXaHusa bunupybrHa MoryT ObiTb BbIpaXKeHbl YMEPEHHO U He COOTBEeTCTBOBaTb
TSHKECTU cocTosAHuA pebeHka [1, 4, 7, 9, 10].

- PekomeHayeTca naymeHTam ansa audpdepeHumnansHon guarHoctukn HT1 onpegeneHune B CLIBOPOTKE KPOBMU:
ranaktosbl AN UCKMYeHna ranakrosemmm tun 1, anbga-1l-aHTUTpUncuHa ansa ucknyenns geguuymnta ansga-1-
aHTUTPUMNCUHA; aMMUaKa B nnasme KPOBU OIS UCKITHOYEHMS HapyLLIEHWI LMKa MOYEBMHbI [32, 36].

YpoBeHb AOCTOBEPHOCTY pekoMeHaaunm 5 (YypoBeHb 4OCTOBEPHOCTU Aoka3aTesbeTs - C)

KomMeHTapuu: k 3aboneBaHusM, C KOTOPbIMU HEOBX0AMMO MpoBoAWTL AnddpepeHumnanbHy0 ANAarHOCTUKY
OTHOCATCA: ranakro3emunss Tun 1, HapyLleHWs OKUCMEHUS XMUPHBLIX KUCMOT, MUTOXOHApWarnbHble renaTonartuu,
HapyLleHns uuknia MoYeBuHbl, 6onesHb BunbcoHa, oHkonormyeckue 3aboneBaHusa nevyeHn n gpyrue 3abonesaHus,
conpoBoXJalrolmecs CUHAPOMOM Xxonectasa. Beibop wccnegoBaHun - uHAMBMAYanNbHO B 3aBUMCUMOCTM OT
KNUHUYECKOW cuTyauuu.



24 MHCprMeHTaanble AnarHoctTu4yeckKkue nccrnengoBaHusA

- PexomeHpyeTtca npoBeaeHue ynbTpasBykoBoro uccnegosaxus (Y3WM) opraHoB GpHOLLIHOM NONOCTU U NOYEK
(ynbTpa3BykoBOe uccrnedoBaHWE OpraHoB OpIOLLHOM NOMOCTM (KOMMMNEKCHOE), ynbTpa3ByKOBOE MWCCregoBaHue
noyek) BCeM naumeHTam C KnMHUYeckuMmn npusHakamu HT1 ona BbisiBNeHUSA renaTto-, CNreHo- n Hedpomeranuu,
acuuta [1, 2].

YpoBeHb 4OCTOBEPHOCTUN pekoMeHaaummn 5 (ypoBeHb OCTOBEPHOCTU Aoka3aTenbeTB - C)

KommeHTapuu: Busyanusaumsi napeHxmmbl nedeHn HauymHaeTcsl Obbl4HO C yNbTPa3ByKOBOrO UCCNEeAOBaHUS,
SIBMSIETCA NepBbIM METOAOM OMUCaHUS, XenaTenbHO C OONMNIIEPOBCKMM UCCNenoBaHMEM, a NPX BO3MOXHOCTU U
anactoMeTpuun. Y BcCeX NauMeHToB npu nogo3peHun Ha HT1 gomkHO ObiTb BLINOMHEHO Takke Y3WM nouek.
KoHTponbHble Y3WM neyeHn M noyek AOMMKHbI NMPOBOAUTCS Kaxable 6 Mec., nMpyu CTabWUnbHO CHMDKAKLMUXCS
nokasatensax A®I. Ecnn B nedeHn obHapyKMBAKOTCA Y3nbl (Kak rmnep- Tak U rMnoaxXoreHHble), criegyeT NpoBeCTH
AanbHenLWy BU3yanusaunto, npegnovtutenbHo ¢ nomouwbio MPT. OgHako He cylecTBYeT eAMHOro ngeanbHoro
mMeTogaa. B HekoTopon cTeneHn BbiIGop MeToaa OyaeT 3aBMCETL OT MMEIOLLIMXCS PECYPCOB U CPeacTB.

Mpn Hanuyum pokanbHOro MNU MynbTUEOKANBbHOrO MNopaXeHus napeHxumbl npu HT1 yxe sasnsetcd
OCHOBaHMWEM A1 peLleHns Bonpoca O NpOBEeAEHUU TpaHCMnaHTaumm nevyeHn. Het Heo6xoanMMOCTM B 9KCTPEHHON
onepauun npu andysHbIX U3MEHEHUAX NeYeHun, umppo3se 6e3 y3noB, Tak Kak nevyeHne HUTU3MHOHOM NPUBOAUT K
perpeccy LMppo3a 1 AaeT BO3MOXHOCTb OTCPOYNTb TPaHCMNaHTauuio.

Ecnu napeHxvma umeeT AU dy3HY rMnepaxoreHHoCcTb, HEOAHOPOAHOCTb, HO 6€3 0GBbEMHbIX BKITHOYEHWIA U
npu HopManbHOM ypoBHe A®I1, nokasaHO AMHAMWYECKOe UCCrefoBaHWE COrfacHO MnaHy MOHWTOPUPOBAHMS C
nepuoanyHocTbio 6 mec. [1, 10 - 13]

Mpu nosiBNEHMM rMNO3XoreHHbIX OKPYribix 06pa3oBaHui (Y3noB pereHepaumn) v nHbIX NOA03pUTENbHbIX Ha
afleHoMy, KapuuMHOMY, WM remaHrmoMy o6pasoBaHWA MOBLILEHHON MNMIOTHOCTM, a TakkKe AONOfHUTENbHOe
BM3yanu3upyioLlee nccnegoBaHue, KpaTtHocTb nccnegosaHus A®IN Bospactaet - pa3 B 3 mec. Becerga cnepyet
MMEeTb OUCKN UM CHUMKM NpegblayLimnx nccrnefoBaHuin Ans CpaBHUTENbHOW OLLEHKM akTyanbHOro uccrieqoBaHus. Y
BCEX MaLMEHTOB AOIMKHO ObiTb yNbTpasByKOBOE MCCrefoBaHWE He TOMbKO NeyeHu, HO M noyek. Ecnu ysnbl
MPUCYTCTBYIOT B MeYeHun, crieqyeT NPOBECTU AanbHEWLWY0 BM3yanusaumio, npegnoytutensHo ¢ nomousto MPT ¢
BHYTPUBEHHbLIM KOHTPACTUPOBaHUEM.

- PekomeHoyeTcsa ynbTpasBykoBasa ponnneporpadus COCyLOB MedeHu, cerneseHkn, nodvek (QynnekcHoe
CKaHMpOBaHWe cocydoB neveHu, [ynrnekcHoe CKaHMpoBaHME COCYLOOB Cene3eHku, LynneKkcHoe ckaHupoBaHue
apTepuin nodvek) nauueHTam C KAMHUYeckuMn npusHakamy HT1 unu ¢ yctaHoBneHHbiM AuarHo3om HT1 no
nokasaHUsM C LEeNbl0 OLEHKM CKOPOCTU KPOBOTOKA M COCTOSIHUSI COCYAOB MEYEHW, BbISBIEHUS MPU3HAKOB
nopTanbHON runepTeHauu [4, 10, 12, 31].

YpoBeHb JOCTOBEPHOCTUN AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTensHocT pekomeHaauuii C).

KommeHTapun: LBETOBOIW HOMNMnep MOXeT MCNoNb30oBaTbCsl AN OLEHKU COCYAOB NEYeHW U nopTarbHON
runepTeHann. OgHako He Bce Y3esku MoryT ObiTb OGHapyXKeHbl, U 3PEKTUBHOCTL METOAA 3aBMCUT OT OfbiTa
cneunanucta. MynbTtu-getektopHoe KT-ckaHMpoBaHWe siBNsieTcst BbICTPbIM U 06ecrnevymBaeT MHOTOMIOCKOCTHYHO
BM3yanu3auuio C XOPOLUMM NPOCTPAHCTBEHHbLIM paspelleHMeM aHoManuin B nedeHn. KoHTpacT MoXeT ynyylmTb
aetanusaumio ¢ 66% 0o 82%, No3Bonsas BbISABMATH 3MOKAYE€CTBEHHbIe u3MeHeHust [14, 17, 18]. Tem He MmeHee,
aHanus pycka v nonb3bl IBNSETCs 06s13aTenbHbIM, YTOObI M3bexaTb 06nyvYeHus y AeTen, yKe NoABEPKEHHbIX PUCKY
3110Ka4eCTBEHHOrO 06pa3oBaHmsl, NO3TOMY OH TpebyeT NOBTOpPHOW oueHkK. IHoraa TpebyeTcsa ceaaums, Y4To Tak xe
orpaHM4MBaeT UccregoBaHme.

- PexomeHgoBaHO BceM nauueHTaMm C KIMHUYEeCKMMK npusHakamu HT1 npoBegeHne anacToMeTpun neyvyeHun
(anactorpacumm neyeHmn) ¢ Lenbio OLEeHKM cTeneHun mbposa [1, 4, 5, 6].

YpoBeHb OCTOBEPHOCTU AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTenbHocT pekomeHaauuii C).

KommeHTapun: 3OnactomeTpus - ONTUMarbHbIi HEWHBa3UBHbIA YrbTPa3BYKOBOW MeTOon KOMMYeCTBEHHON
OLEHKM MMOTHOCTW TKaHW MeyveHu (B KayecTBe anbTepHaTVBbl - KOMMbIOTEPHAsi ToMorpadust opraHoB GpHOLLIHOM
MONOCTM U/UNN MarHUTHO-pe3oHaHCcHas ToMorpacdum opraHoB GPIOLLIHOW NOMOCTH).



- PexomeHaoBaHO nauueHTam ¢ KnuHndeckumm npmsHakamm HT1 no nokasaHuam npoBeeHue KOMMbITEPHOM
ToMorpadmm OpraHoB OpPHOLIHOWM MOMOCTM W/MNM KOMMbIOTEPHAs ToMorpadusi OpraHoB OpHOLIHOM MOSIOCTU C
BHYTPUBEHHbIM GONOCHBIM KOHTPACTUPOBAHMEM W/MNN MarHMTHO-pPe30HaHCHas Tomorpadums opraHoB OGpHOLLHOW
nonocTn wW/MnM MarHUTHO-pe3oHaHCHast Tomorpadums opraHoB OpHOWHOM MNOMOCTM C  BHYTPUBEHHBLIM
KOHTpacTupoBaHveM u/unun MarHUTHO-pe3oHaHCHas xonaHrMonaHkpeaTtorpadusa ¢ Lenbio BbiBNEHNS 06bEMHbIX
obpa3oBaHuii U OLEHKM COCTOSAHMSA NPOTOKOBOW cucTtemsl [1, 4, 5, 6, 11, 31].

YpoBeHb 4OCTOBEPHOCTM JoKa3aTenbCTB - 4 (YypoBeHb yoeautenbHoCcTH pekomengaummi C).

KommeHTapun: [aHHble MeToAbl BM3yanu3aumMm HeoOXOoAMMbl AN UCKMYEHUs Mpouecca ManurHusauumu,
Hanpumep, Npu Nogo3peHun Ha GopMMpPOBaHME renaToLENIONSAPHON KapLMHOMbI, PUCK KOTOPOW OYEeHb BENWK Mpu
nokasatenax A®[, npeBbilwaOLWnX HOPMY B COTHU U faxe Tbicaum pa3. Beibop 3a KT nnn MPT ¢ KOHTpacTHbIM
ycuneHnem. llopaxeHHble renaToumTbl KOHTPACT He HakannusawT. [JeTCKun BO3pacT He ABNAeTCH NpsMbIM
NPOTMBOMOKa3aHMEM K UCCNeAO0BaHMIO, HO OrpaHW4YMBaEeT ero npuMeHeHue. BpemeHHble pamku: aptepuanbHas
dasza 10 - 20 cek, KOHTpacTMpOBaHME BOPOTHOM BeHbl Ha 60 - 80 cek n nevyeHo4Hble BeHbl Ha 3 - 5 MuH. Nocne
BHYTPUBEHHOIO BBEAEHMS KOHTPACTHOro npenapata AMHaMM4YecKkne nocrnegoBaTenbHOCTM obecneymBaloT aHanma
Backynsipusauum y3nos. OQuddy3Ho-B3BeLLEHHas BU3yanu3aums MOXET MOMOYb OTNMYUTL AN depeHLNPOBaHHbIE
renaToLenmnonspHble KapUMHOMbI OT JOOpOKaYeCTBEHHbIX Y3EIKOB

- PekomeHOoBaHO nauMeHTam C KAWMHWYECKMMM npusHakamm HT1 no nokasaHusMm npoBedeHue
pagvMou3oTONHOMO  MCCNegoBaHus  neveHn  (remaTocumHTUrpadms  ctatmdeckad W AMHaMUYeckas,
renatobunucumHTurpadmsa) n noyek (CuMHTUrpadmsa nNoyYek U MOYEBbIAENUTENBHON CUCTEMbI) C LENbI0 OLEHKM
PYHKLUMOHaMNbHOro COCTOSIHMA opraHos [1, 4, 6, 11].

YpoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 4 (YypoBeHb yoeautenbHoCTM pekomeHgaumm C).

KommeHTapun: MeTon codeTaeT He TOMbKO BM3yanu3auuio, HO $BMASeTcA M (PYHKUMOHAIbHbLIM
nccrnegoBaHneM. HapyleHve BHYTPUKIETOMHOIO TpaHCnopTa, SKckpeummn paguodapmnpenapata (PPI1) ¢ xxenysto,
nyTM BbIBEAEHWS €ro u3 opraHuama, B TOM 4ucne, nepepacnpefeneHus neveHo/ceneseHka nNpu cTaTUyYecKom
renatocumHTurpacdmm, runepdpukcauns POl B ceneseHke 6Gonee 15% ABMAOTCA NpM3HAKOM NOpTarbHON
TMNEePTEH3NN. YYaCTKU CHWKEHHOTO HAaKOMMEHMS - 3TO XUPOBasd W coeauHUTEeNnbHas TKaHb, KUCTbl, afeHoma
(OobpokayecTBEHHAsA ONYyXOrb), Y3rbl pereHepaunm ¢ NOHWKEHHOW BacKynsapusaLlmnen.

PeHocunHTUrpadmnsa nossonset gudpdepeHumMpoBaHO OLEHNTb (OYHKLNIO NPaBON 1 NIEBOM MOYEK.

- He pekomeHaoyeTca npoBedeHne OMONCUM NeYvYeHU y [OeTel C LUMPPO3OM U BbICOKOBEPOSTHOM
renaTtouenmnonsapHoi  kapuuHomon npu  HT1, u4toGbl uM3bexaTb pucka remaToreHHonW [AucceMmHaumm
3110Ka4YeCTBEHHbIX KNEToK [24].

YpoBeHb 4OCTOBEPHOCTU AOKa3aTeNbCTB - 5 (ypoBeHb yoeanTenbHOCT pekomeHaauuii C).

KommeHTapun: duarHos HT1 mopdponornyeckn He BepudnumpyeTcs, T.K. UBMEHEHUSI HE TUMWYHbI - XXKNMPOBasi
anctpodums, nponudepaumnsa XKenyHblX NPoTOKOB, MHOrOSIAEPHbIE renaTouuTbl, paspacTaHue COeAUHUTESbLHON
TKaHu 1 obpasoBaHVe NOXHbIX AOSEK.

- PekomeHgoBaHO naumeHTam C KNUHUYECKMMU npuaHakamu HT1 npoBegeHne peHTreHOOEHCUTOMETPUMN C
Lenbio NCCrefoBaHns MMHEPanbHOW MNAIOTHOCTM KOCTHOW TKaHu. [4, 6, 9, 11, 31].

YpoBeHb 4OCTOBEPHOCTM JoKa3aTenbCTB - 4 (YypoBeHb yoeautenbHOCTU pekomeHgaumm C).
KommeHTapuu: MccnegoBaHve npoBOAUTCA Y NauUMEHTOB C MpusHakamy TybyrmonaTuu: M3MeHeHueMm
nabopaTtopHbIX NokasaTenemn, paxmTonogobHbIMU KOCTHBIM AedopMaLmMsaMu. PEHTreHO4EHCMTOMETPUIO Ha3HavatoT,

Kak npasuno, geTam craplie 5 ner.

- PekomeHgoBaHa peHTreHorpadusa KUCTeN naumMeHTam C KNMHUYeCKUMKU npusHakamu HT1 gna guarHocTuku
(B T.4., B AMHAMN4YeCKOM HabNIOAEHMM) KOCTHLIX U3MEHEHUIA, BbI3BaHHbIX runodocdatemmen [32].

YpoBeHb JOCTOBEPHOCTUN AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTenbHocTV pekomeHaauuii C).

KommeHTapuu: B T.4., OANA OLEHKM KOCTHOro Bo3pacTta. PeHTreHorpaduyeckoe onpeneneHne KOCTHOro
BO3pacTa Ha3HayaloT JeTam cTaplue 2 ner.



- PexomeHpoBaHa naumeHTam ¢ knvHudeckumn npusHakamm HT1 no nokasaHusam 3K, axokapaunorpachusa c
Lernbto oLeHkn MopdoyHKLMOHANbLHOrO COCTOsIHMA cepaua [4].

YpoBeHb JOCTOBEPHOCTUN AOKA3aTeNbCTB - 4 (ypoBEHb YoeanTensHocT pekomeHaauuii C).

KommeHTapuu: [JaHHble MeToabl NO3BOMSKT OLEHUTb MOPMOdYHKLMOHANBHOE COCTOSIHUE cepaua 1 Takke
HeobXxo4MMbI MPU MPOBEAEHUN NCCNEAOBAHWI B YCNOBMSAX ceaaunm.

2.5 NHble gnarHocTuvyeckue mccrnenqoBaHus

- PekomeHayoTCS Npyv NOCTaHOBKE AMarHo3a nauueHTam C KNUHU4YeckuMu npmusHakamu HT1 npumeHaTb
MyMbTUAMCUMMAVHAPHbLIA NOAX04 BBUAY TOro, YTO 3aboneBaHnsi XxapakTepusyoTCcs NOpaXXeHnemM MHOMMX OpraHoB 1
cuctem, TpebyeT KOMMMEKCHOW Tepanuwu, 4YTO OUKTYeT HeobXxoOumMOCTb COBMECTHOrO BefeHMs MauueHTa
crneymanuctTaMmm pasHbix npodunen [1, 4].

YpoBeHb y6eamTensHoCT pekoMmeHaaumnini C (ypoBeHb 4OCTOBEPHOCTY AOKA3aTENbCTB - 5)

KomMeHTapuu: nokasaHbl NepBuYHbIE U MOBTOPHbIE KOHCYMbTaLUKW Bpava-reHeTuka, Bpadya-odranbmorora,
Bpava-HeBposiora, Bpada-guMeToriora, Bpava-racTpOsHTEporiora, Bpaya-A4eTCKOro Xxupypra, Bpada-xupypra co
creumanusauunen no TpaHcnIaHTonorMm, Bpada-aHaoKpMHoora, Bpava-kapanoriora, Bpada - 4eTCKOro kapamoriora,
Bpauda - TpaBMartonora-optonena, Bpava-Hecponora, Bpava-negnartpa, Bpada-TepaneBTa, a Takke Bpayen gpyrux
cneunanbHocTen naumeHtam ¢ HT1 [1, 4].

2.6. QudpchepeHumanbHas aMarHocTuka

- PexomeHgoBaHo npoBefneHve anddepeHunansHON AUarHOCTUKM TUPO3MHEMMM C 3aboneBaHusMK CO
CXOAHOW CUMNTOMAaTUKOW C Lienbio yCcTaHOBNeHns anarHosa [32, 36].

YpoBeHb 4OCTOBEPHOCTU pekoMeHaaumn 5 (ypoBeHb JOCTOBEPHOCTU AokasaTenbeTs - C)

KommeHTapumn: Octpyto HT 1 cnegyeT anddepeHuMpoBaTtb C APYrMMU HACNEACTBEHHLIMU HapyLUEHUAMN
obMeHa BeLLecTB, 0OCOBEHHO NPY HaANMYUM COMYTCTBYIOLLEro CEeNTUYECKOro COCTOSIHUS, PE3UCTEHTHOrO K Tepanum
aHTMOMOTMKaMM  LUMPOKOIro ChekTpa Jencteus. Bupyc-accoumunpoBaHHble 3aboneBaHus  (repnec-rpynnbi:
uutomMeranosupyc, dnwTeriHa-bapp Bupyc, repnec 1, 2 n 6 Tunos), TORCH nHdekuun He nckntoyatoT Hanmumst HT1
Tvna [1, 4, 11].

[dvarHocTnyeckMn nouck npu renatoMeranuM WM renatute HeobXoOUMO NPOBOAWUTbL C ranakTo3emMuen,
dpyKTO3EMUEN, HENEPEHOCUMOCTBLIO (PPYKTO3bI, BONEe3Hb0 HumaHHa-lNuka, 6onesHblo BunbcoHa, HeoHaTanbHbIM
remoxpomMaTto3om, remodparounTapHbiM IIMMAOrMCTUOLMTO30M, MUTOXOHAPUANLHOW LMUTONaTUEn, BPOXAEHHbLIMU
GonesHAMU  MMKO3MNUPOBaHWS, AeduunToM TpaHcanbaonasbl, aueTtamMmumHodeHoBow (MmapaueTamoriom)
WHTOKCUKaUMen, MHAdeKunsMmm (Cencucom, carnbMoHenne3om, Tybepkyrnes3om, repnec-BMpycHOW, B TOM 4uchie,
LUMTOMEranoBupycHom UHdEeKUMen, BUpPyCcHbIMU renatutamm A u B), oTpaBneHvem rpubamu, nekapcTBeHHbIMU
cpeAcTBaMyM Ha pacTUTenbHOW OCHoBe. [eHepanu3oBaHHas aMuHoauMAeMus 4YacTbld MpU3HaK MeyYeHOYHOW
HeJOoCTaTOYHOCTU, HapYyLeHUa PyHKUMKM accumunaumm [1, 4, 6, 7].

MopaxeHue nodek npu HT 1 cnegyer audpdepeHuupoBaTb € LMCTUHO30M, CUHApPoMOM Lowe
(okynouepebpopeHanbHad AUCTPodULA), MNOYEYHbIM KaHamnbLeBbiM auugo3oM, cuHapomom daHkoHu. [lpu
pPaxmuTonoaoBHbIX M3MEHEHUAX CKeneTa peKOMeHA0BaHO UcKMYaTh runodocdarasnio (HU3KMIN ypoBEHb LLENOYHOMN
docdaTasel n ocdopa B CbIBOPOTKE), AePMUMT BuTammHa D (HYyTPUTUBHOIO M reHeTU4eckn OOYCrOBEHHOIO),
cuHgpom daHkoHu [1, 4, 9].

Hesponornyeckue kpusbl pekomeHAoBaHO AudpdepeHuMpoBaTb OT MNPOSBAEHWW OTeka Mosra W
KpOBOU3NUAHUNA, GakTepuanbHOro MEHWHIUTA, rmnepHaTpUneMmn4eckoro 0be3BoXnBaHUS, ocCTpom
nepemexatowencsa nopcpupum [1, 4, 9].

Mpn M30MMpPOBAHHOW TMNEPTUPO3MHEMMM PEKOMEHAOBAHO WUCKMIOYaTb HapyleHMe B MULLEBOM pauuoHe
(noBbIWweHHoe ynoTpebneHne nuiuieBoro 6emnka), 4TO CONPOBOXAAETCA COCTOSIHMEM TPaH3UTOPHOIO TMPO3MHO33,
yHKUMOHANbHOM HeJocTaTovyHOCThbio bepmeHTa FAH. Takke pekomeHOoBaHO uckniouvatb TUposuHemuu 1l u il
TUNOB, ApyrMe 60Ne3HN NeYEHN C HAPYLLEHUEM CUHTETUYECKON U AEeTOKCUKALUMOHHOM dhyHKumun. [1, 2, 8].

MocuHAapOMHbIN anddepeHUnanbHbli AnarHo3 oTpaxkeH B npunoxeHun A3.2.



3. JleuyeHwue, BKNO4aA MeOUKaMeHTO3HYH0 U HeMeaAUuKaMeHTO3HYH Tepanuu, aAOuetoTepanuio,
o6e3bonnBaHne, MegULMHCKME NOKa3aHUA m npoTnBonoKasaHusa K npuMeHeHnro meToaoB neYvyeHns

3.1 KoHcepBaTuBHOE neyeHune

OcHOBOM NneYeHns ABMsieTC NPUMEHEHNE NaTOreHeTUYECKON Tepanmmn B COMETaHUN C HU3KOOEKOBOW AMeTomn
N HasHa4YeHWeM CreLMann3npoBaHHbIX MPOOYKTOB HA OCHOBE CMECel aMWHOKWUCIIOT, HEe COAepKalliMX TUPO3VH U
deHnnanaHuH.

- Ansa neveHns HT | Bcem nauneHTam pekomeHaoBaHa NoXU3HEHHAs NaToreHeTn4ecKkasl Tepanus npenapaTtom
HUTU3MHOH** (NTBC, 2-(2-HuTpo-4-TprdntoopomeTundeHsonn)-1,3-umnknorekcaHeguon) [2, 8, 9, 10, 31].

YpoBeHb 4OCTOBEPHOCTU AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTensHocT pekomeHaauuii C).

KommeHTapuu: [Ona 6onblien 3hdPEKTUBHOCTU MEYEHUA HUTU3UHOH™* LienecoobpasHo MCNonb3oBaTb Ha
cTagun, npeawecTBYOWEN pPas3BUTUIO TenaToOLENMoNsAPHON KapuuHOoMbl. MexaHu3am [encTBus npenapaTta
3aKmMyaeTcs B TOM, YTO OH BnokupyeT 4-rugpokcmdeHnnnmpyBaT OMOKCUreHasy 1 npenaTtcTByeT obpasoBaHuio
KOHEYHbIX TOKCUYECKMX METabONMTOB, YPOBEHb TUPO3MHA B CbIBOPOTKE KPOBM MPU 3TOM MOBbLILIAETCS, YTO ABMSeTCs
CTPOrMM MokasaHMeMm Ansi orpaHUYeHnst B AUeTe HaTypanbHOro nuuiesoro 6enka, a BMecte ¢ HAM U doeHnnanaHuHa
(kak npefwecTBeHHUKA TUPO3MHA) W TuposmHa. [decduumt OGenka KOMMEHCUMpPYeTCsl NyTeM HasHayeHus
crneumanm3mpoBaHHON OMETbI C OrpaHUYeHNEM 3TUX aMUHOKUCTIOT.

[o3a HuTn3mMHoHa** nogdbupaeTca MHAUBMAYAaNbHO B 3aBUCUMOCTH OT 3W(PEKTUBHOCTM, KOTOPas oLeHMBaeTCs
MO YPOBHIO CYKUMHWMALETOHa B MOYEe W KPOBW, M YPOBHIO TUPO3WHa B CbiBOpOTKe kpoBu. OcTtpasi chopma
TupoanHemum (HT 1A) TpebyeT Ha3Ha4YeHNUs HUTU3MHOHA™ B Jo3e 2 MI/KT, MO Mepe pocTa 1 yBennyeHust Maccbl Tena
pebeHka gosa cHmkaeTcs oo 1 mr/kr [40].

MoppepxuBatowasa TepaneBTudeckas gosa npu HT 1A coctaBnsieT 1 mr/kr/cytku, npu HT 1B HavanbHas gosa
1 - 1,5 mr/kr/cyTkun, ecnu ypoBeHb TMpo3uHa meHee 600 - 800 mkMonb/n, cyTouHas Aosa gaeTcs B 0AvH-ABa npvema
BHYTPb. lMepuoa nonyebiBeaeHUs cocTaBnsieT 54 yaca, 4YTO NMO3BONSAET PEKOMEHOOBaTb OOHOKPATHLIA Mpuem
cyTo4HOM [03bl. KoppeKkumns [o3bl HUTU3MHOHA™* MPOBOAMTCS B 3aBUCUMOCTU OT BMOXMMMUYECKMX MoKasaTtenen u
HapacTaHua Maccel Tena pebeHka. Okono 10% nauneHToB Ha Tepanuid HUTU3MHOHOM™* He OTBe4YaloT, YTO
onpegenseTcs pesynbTataMmm BUOXMMNYECKOTO MOHUTOPUMHIa (CyKUMHMaLeToHa B MoYe, (PyHKLMOHaNbHbIE NpoObI
neyeHun, anbda-detonpotenH (API). Takve nauMeHTbl SBMSAKTCA MNOTEHUMAaNbHbIMM MNPETEHOEHTaMM Ha
TpaHCMIaHTauuo NeYeHu.

Mpu BbiICOKOM ypoBHE OMnMpybuHa (> 100 MKMOMb/N) 1 OCTPO NEYEHOUYHOW HEAOCTAaTOYHOCTU B COYETAHUN C
runepammoHvemuen (> 100 mkMonb/n) He ncknovaeTcs He06XoANMOCTb B SKCTPEHHOWN TpaHCMNNaHTaunm nevyeHu.

CHmxeHVe ypoBHS CYKLMHWMALETOHa Ha doHe Tepanuyv HUTU3MHOHOM™ MPOUCXOAUT B TedeHue 24 4acos,
KOHLIeHTpauns aMVHOKUCNOT (TMPO3uHa 1 deHnnanaHnHa) noBbIlaeTcs B 3aBMCUMOCTU OT KOfMYecTBa NULLEBOro
HaTypanbHoro 6enka. A®I cHWKaeTcs MeaneHHo 1 3aBUCUT OT HayasbHbIX KOHLEHTpauuin, He Bcerga gocturaet
HOPMBbI.

Heobxogumo ysBenuyeHne 0o3bl HATU3MHOHA™ A0 2 MI/KI/CyTKN MpU OTCYTCTBUW NOMOXWUTENBHOW AMHAMUKM
nokasaTenew KoaryrnorpamMmmbl U YPOBHSA CYKLMHUNALLETOHA B MOYe B TeYEHME 2 Heferb, COXPaHALEMCS BbICOKOM
ypOBHe Tupo3nHa B KpoBu (6ornee 800 MkMonb/n). JledeHne HUTU3MHOHOM™®* AOMKHO ObITb HenpepbiBHBIM. B xoae
Tepanuu npenapaToM KOHLIEHTpauus TUPO3WHA YBENWYMBAETCS, MepepbiBbl B Tepanuu rpo3siT pasBUTUEM
TUPO3MHEMMNYECKNX KPU30B (MOPUPMHONOOOOHBIX HEBPOMOrMYECKUX KPM30B, ManurHusauuen). PekomeHgyemas
koHueHTpaumss NTBC B nnasme 30 - 50 mkMonb. [etn ¢ oxupeHnem TpebytoT nopaepXaHusa 4yTb MEHbLUEN
KOHLUeEeHTpauun npenapata Ha 1 kr Beca, B cpegHeM 35 Mr/m2/geHb. SheKkTUBHOCTb feYeHUst 3aBUCUT OT CPOKOB
YCTaHOBMEHMS AMarHo3a n CBOEBPEMEHHOIO Havana nevenus. Y 90% naumeHToB Ha hoHEe nprMemMa HUTU3MHOHA™*
neyeHoOYHas HeOoCTaTOYHOCTb CTAHOBUTCH KOHTPOMMPYEMOW, BHEMEYEHOYHble MPOSBIIEHMS, KakK npaBuno,
KynmpytoTcd. MyupoBon onbIT npuMeHeHuss HuTusnHoHa** (NTBC) y geTen, HadaBliMX fnieyeHve B Bo3pacTe Ao 2
MeCsILLeB XU3HU, MOKa3as, YTO PUCK Pa3BUTUS Y HUX renaToLENonapHON KapuuHoMbl cHukaeTes ¢ 40 go 5% [1, 4,
9, 40].

- PexomeHoBaHO Ha3Ha4YeHve aneToTepannm ¢ orpaHnYeHeM TUPO3NHa 1 beHNNanaHnHa BCeM naumneHTam
¢ HT1 NOXXM3HEHHO C LIENbI0 CHKEHUST 06pa3oBaHUs TOKCUYHbIX MeTabonuTos [1, 8].

YpoBeHb JOCTOBEPHOCTM A0Ka3aTENbCTB - 4 (ypOBeHb yoeauTenbsHoCTM pekomengauun C).



KommeHTapum: [loTpebHOCTb B ApYyrMx He3aMeHWMbIX aMWHOKUCIOTaX BOCMOMHSAETCA Ha3HayYeHnem
creuvanuanpoBaHHbIX cMecel 6e3 TMpo3uHa U heHunanaHuHa, YTo MO3BOSISeT MOBLICUTL KBOTY MOTPeGneHus
Genka u OOOWUTbCA HOPMAamnbHOrO pocTa UM pas3BUTUS pebGeHKa, a Takke CHU3WUTb KOHLEHTpauuio TUPO3uHa B
CbIBOPOTKE, YMEHbLUMTL YacTOTY U BblpaX€HHOCTb BO3MOXHbIX MOGOYHbLIX 3hDEKTOB.

KoHcynbTaHTlnoc: npumevaHue.
B oumumanbHOM TekcTe JOKyMeHTa, BUAMMO, JONYyLLeHa onevaTtka: uMeeTcd B Buay Tabnuvua 8, a He Tabnuua 2.

KoHcynbTaHTlnoc: npumeyaHue.
B odmumanbHOM TEKCTe AOKYMEHTa, BUAMMO, AOMyLLEeHa onevaTtka: umeeTcs B Buay Tabnuua 7, a He Tabnuua 1.

KoHcynbTaHTlnoc: npumeyaHue.
B oumumanbHOM TekcTe JOKyMeHTa, BUAMMO, JONYyLLeHa onevaTtka: uMmeeTcd B Buay Tabnuvua 9, a He Tabnuua 3.

PacueTr neuyebHoro nutaHus (NpWM HanNWuuM TepanuuM HUTU3MHOHOM) ONA AeTen MNepBOoro roga XuWsHu
Npou3BoaAT Ucxoast M3 noTpedbHocTn B Bernke, 6rm3kon K uanonormdeckon (2,2 - 2,3 r/kr maccbl Tena B CyTKM),
OaHHble npuBefeHbl B Tabnuue 2, npunoxernve A3.3 He meHee 50% - 60% cytoyHom notpebHocTM B Gernke
YOOBMETBOPSETCS 3a CYeT crneumnanusmpoBaHHON CcMecn ammnHokucnoT (Tabnuua 1, npunoxeHne A3.3), octanbHas
yacTb (40 - 50%) komneHcupyeTcs GEnkom CLEXEHHOro MaTePUHCKOro MOSioKa UM AeTCKOM MOSIOYHOW CMecu C
HM3KNM cogepxaHuem 6enka (1,2 - 1,3 r 6enka Ha 100 Mn BOCCTaHOBMEHHOW CMecH), a nocre 4-x MecsueB Takke
HM3KOBENKOBLIMX MPOAYKTaMW MPUKOPMa (OBOLLHbIE U (PPYKTOBLIE Miope, 6e3MONoYHbIE Kaln C COAep)KaHeM
6enka He 6onee 0,5 r Ha 100 mn roToBOM Kaww, cneunanMaupoBaHHble HU3KOBEnKoBble NMPOAYKTbl HA OCHOBE
KpaxmanoB, Hanpumep, caro u ap.). lNpu Ha3HaYeHUn OMEeTbl C HU3KUM CoAepPKaHWEM TUPO3MHa U heHnnanaHuHa
OPVEHTMPYIOTCA Ha MUHMMarbHblE NOTPEOHOCTM B 9TNX aMmuHokMcnoTax (Tabnuua 3, npunoxenune A3.3). Oecuunt
KanopumHocTV neyebHOro pauyoHa KOMMNEHCMpPYeTCs C NOMOLLbI0 A06aBNeHUst X1poB (pacTMTeNbLHOro macna, Ho
He 6onee 3,5 - 4 r obLlero >xxupa Ha Kr maccbl Tena B CYTKW) U yBENMYEHNs KBOTbI YrNIeBOAOB 3a cyeT obaBneHus
BblLLeyKa3aHHbIX HU3KOOEmNKOBbIX NPOAYKTOB, a Takke 5% rnoKosbl. AHaNoOrMYHbLIM 06pa3oM CTpouTCH fevebHbI
paLMOH Y NauMeHTOoB cTapLue roga, obwmmn 6enok paccumTbiBaeTcst ucxoas u3 6esonacHbix notpebHocTel B bernke
(He bonee 1,5 - 1,8 r/kr macchl Tena B CyTKH).

KoHcynbTaHTlntoc: npumeyaHue.
B odmumnansHOM TekcTe JOKYMEHTa, BUAUMO, JONYLLEeHa oneyaTka: uMeeTcs B Buay Tabnuua 10, a He Tabnuua
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KoHcynbTaHTlntoc: npyumeyaHue.
B ocumymnansHoM TeKCTe JOKYMEHTa, BUAUMO, AONYyLLeHa oneyartka: MMeeTcs B Buay Tabnvua 11, a He Tabnuvua
4,

Mpn HEBO3MOXHOCTM HEMEOSIEHHOro Ha3Ha4YeHnsa Tepanuu HUTU3MHOHOM™ MPUHLMNBI  OpraHM3aumm
OnetoTepanun OCTalTCa Te Xe, HO orpaHuveHus B Gernke Gonee xecTkme. PacuyeT npomsBoguTCs, MCXoasa u3
MUHUManbHbIX NOTpebHoCcTen B 6enKe Ha Kr Macchl Tena B CyTKM (Ha NepBOM rogy »usHu - 1,5 mr/kr maccel Tena, y
aeten ctapuwe roga ot 1,5 go 1,2 r/kr maccel Tena). ina c6anaHcMpoBaHHOCTM CYTOYHOIO pauuoHa UCNonb3yT
HM3KOOENKOBbIE HATyparibHble U CreLuManu3npoBaHHbie NPOAYKTbI HAa OCHOBE KpaxmaroB, a Takke pacTUTerbHble
Macna, B 3TUX MNPOAYKTax >enaTenbHO Yy4uTbiBaTb COAEpXKaHWe naToreHeTUYeckUn 3Ha4yMMbIX aMWHOKUCHOT.
HeobxoaumMo NOXWU3HEHHOE MPUMEHEHUE AUETbI C HU3KUM CoAepXaHuem dbeHunanaHuHa U TUPO3uHa, B OCTPOM
nepuoae konudectBo obuiero 6enka cHwkaetcs go 1,2 - 1,5 r/kr maccbl Tena A0 HOpManu3auun coaep)kaHus
CYKUMHMMaLeToHa B MoYe u/vnu kposu. MpruMep pacyeTa NMTaHMsa U CYTOYHbIM HAabop NpoayKTOB NPeACcTaBreHbl B
Tabnvuax 3 - 4. OCHOBHbIE MPUHLMMBI OpraHnu3aumnm ne4edbHoro NUTaHns, NPUMEpPbI Pac4eToB U MHOPMaLIMOHHbIE
MaTepwansl npeacrtasneHsl B [punoxeHnn A3.3

- MNpn neveHun naumeHtoB HT1 He pekomeHOOBaHO NpuMeHATb OenkoBble npenapatbl C  LEnbio
npenoTBpaLleHnss obpaszoBaHMs TOKCUYHbIX MeTabonuTtos [1, 2, 3, 4, 10].

YpoBeHb 4OCTOBEPHOCTUN AOKA3aTeNbCTB - 4 (ypoBeHb yoeanTenbHocT pekomeHaauuii C).



KommeHTapuu: [MpousBoaHble KPOBU MPUMEHSIIOTCA UCKIHOYUTENBHO MO XKMU3HEHHbIM MoKaszaHusiM  npu
NMPOBEAEHUN IKCTpaKopropanbHbIX METOAOB AETOKCMKaUWMW, 3aMEHHOM MepenuBaHny nnasmbl, UCKMYalTCs
npenapaTbl HA OCHOBE aMWHOKMCHOT (B TOM YKCIE renaTtonpoTEeKTOPbl HA OCHOBE afeMEeTVOHUHA, OPHUTUHA 1 Ap.).
CbIBOPOTKM MOFYT MCMOMb30BaTLCS B CriyYae KpanHen HeobxoaMMOCTH U NOCne Ha3HavYeHUs HUTU3MHOHA™™.

- He pekomeHOoBaHO NpyMeHsITb NapaleTaMmon™™, aMoKCMLMNMH + [KnaBynaHoBas kucnotal*, guasenam™*,
BanbMnpoeBas KucroTa*™ v gpyrme MeavkameHTO3Hble MpenapaTbl C BblpaXXEHHOW renaTtoTOKCMYHOCTbIO ANd
NpeAoTBpaLLEeHNs YXyaLeHnss YHKLNMOHANbHOro CoOCTosIHUA nedenu [1, 2, 3, 4, 10].

YpoBeHb 4OCTOBEPHOCTUN AOKA3aTeNbCTB - 4 (YypoBEHb YoeauTensHoCcT pekomeHaauuii C).

KommeHTapuu: MNapauetamon®* akckpeTupyetcsa yepes cuctemy uutoxpoma P450. uasenam™*, npenapaTbl
BarnbMpOEBON KNCMNOThI U ApYyr1e npenaparbl C NeYeHOYHbIM NyTeM MeTabonnama MoryT Bbi3BaTb Nepefo3npOBKY U
yxyglweHne yHKUMOHANbHOrO COCTOAHMS MEYEHN.

- PekomeHOoBaHO naumeHTaM ¢ KnuHM4eckumm npusHakamu HT1 n nopdupmsa-nogobHbIM HEBPOMOrMYECKUM
Kpusom (bonu/gusectesun, ruvnepToHyC B KOHEYHOCTSIX, PBOTA/CUMNTOMbI, HanOMMUHAKOLWIME  KULLEYHYHO
HENpPOXOANMOCTb, MapoKCU3Mbl M/unum cnabocTb) NpoBeAeHUE CPOYHOW WUHTEHCUBHOMW Tepanuu, B T.4., CPOYHOE
BBEEHNE HUTU3MHOHA™* NepoparnbHO UNKu Yepes HasoracTpanbeHbIn 30HA [31, 42].

Ons petckon nonynauunm - YpoBeHb ybeautenbHOCTUM pekomeHgaumn C  (ypoBeHb [OCTOBEPHOCTU
[oKasaTenbcTB - 5)

Ona B3pocrnon nonynauMM - YpoBeHb ybeauTernbHOCTM pekoMmeHgaumn C (ypoBeHb [OCTOBEPHOCTU
AoKasaTensCcTs - 4)

KommeHTapumn: kpuabl 00yCnoBneHbl NpekpalleHneM Tepanum HUTU3UHOHOM™® UM Y HeNeYeHHbIX NauneHToB
(cm. pasgen 1.6).

MauneHTbl TpebyloT TWwaTenbHOro HabnaeHns, Kpome 06593aTenbHOro BBEAEHWUS HUTU3NHOHA™* NpoBOANTCA
BHYTPUBEHHAs KOPPEKLUMS SMEKTPONUTHBLIX HapyleHun (rMnoHatpuemuu), apTepuanbHOM runepTeHsnn, 6onwm,
pecnmpaTopHas noagepxka BrnnoTb 40 MCKYCCTBEHHOW BEHTUMALNN NErknX

BoamoxxHO BHYTpuBeHHOE BBeaeHue pactBopa 10% pekctposbl**/HaTpusa xnopuga* 0,9% B gosax, B 1,5 - 2
pasa MpeBbIWAWMX HOPMAanbHYH MOAAEPXKUBAKOLYIO HOPMY AONA AaHHOrO BO3pacTa B KayecTBe HayanbHoOW
Tepanun, oObIYHO B COMETaHUM C ObICTPOAENCTBYIOLLMMM aHTUIMNEPTEH3UBHLIMU CPEACTBAMU U Tepanuen ans
KynupoBaHusi 6onu. MiHorga anst nevyeHns peunavBupyowen rmnoHaTpueMumn TpebyroTcs BHYTPUMBEHHbIE BGonMtochl
2% HaTpusa xnopuaa.

Mpn perynsipHon TepanuM HUTU3UHOHOM™* Kpu3bl He pasBUBAKTCA. HeBpomnornyeckne Kpusbl Kak y
MIiageHueB, Tak U y AeTen cTapllero Bo3pacTta Habnoganvicb nocrne KpaTKoBPEMEHHOrO MpekpalleHus npvema
HUTM3NHOHA™* (> 1 Mecsiua) 6e3 Apyrux sBHbIX Npu3HakoB 3abonesaHus HT-1 (nameHeHnsa ADI, pyHKUMOHAMNbHbIE
TecTbl neveHu, Bkntovasa B/aYyTB, docdathl, aunaos).). 310 ewe pas noayepkmBaeT BaXHOCTb MOCTOSIHHOMO
cobntogeHns TpeboBaHuin n nabopaTtopHoOro MoHUTopuHra yposHen NTBC B nnasme [31].

Tarke MOXeT NPUMEHATBLCS, aHanoOrMYyHo OCTPON NOPAUPUKM, B TOM Yucne, #remuH 3 Mr/kr B TedeHne 3 gHen
[43].

OOGbIYHYI0 ONETY C OrpaHMYeHnem heHunanaHmHa 1 TMpo3nHa NauueHT JOJPKEH Ha4yaTb NonyvaTb B TeYeHue
24 - no 48 yacoB OT Havana ne4veHns kpuaa [42].

3.2 Xupypruyeckoe nevyeHue

- Mpu nporpeaneHTHOM TeyeHMM NaToNorM4ecKoro npolecca B neyvyeHn naumeHtam ¢ HT1 pekomeHgoBaHa
TpaHCMnaHTaums NeyYeHun ¢ uenblo paankanbHoro rnedeHus sabonesanuns [4, 7, 8, 31].

YpoBeHb JOCTOBEPHOCTU AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTenbHocT pekomeHaauuii C).

KommeHTapuu: B cOCTOSAHUU OCTPON NeYEeHOYHOM HeJOCTAaTOYHOCTW TPaHCMNaHTaUMIo nevyeHn nNpoBoasT npu
ycrosun, ecnuv npodunb Koarynauum He ynydwiaeTcs vepe3 1 Hedeno neyeHusd. B cOCTOSIHUM XPOHWYECKON
NeYeHOYHON HeaOoCTaTOYHOCTM MOKasaHWeM [ns TpaHCnnaHTauum nedeHu sBNAeTcd renaTouentonspHas
KapuMHOMa, a MMEHHO peunamMB MOBbLILWEHUS YPOBHSA anbda-eTonpoTeMHa W/vnu pgekomneHcauus uupposa



neyeHn, Npu KOTOPOM BEAYLLUMMU SIBNISOTCA pasnnyHble Metogbl Budyanusaumm (MPT, KT), nosiBneHue ysnos
anameTpom 6onee 10 MM 1 KONMYECTBEHHOE UX yBenuyeHue. buoncuu yanos cnegyet n3beratb B CBA3M C PUCKOM
MeTacTa3npoBaHus. PelleHne o TpaHcnnaHTaumMm nevyeHn NpyHMMaeTcs KOHCUIIMYMOM BpaYen.

TpaHcnnaHTaumsa neveHn siBnsetca 3PEKTMBHBIM METOAOM feYeHUsa HacnegCTBEHHOW TUPO3MHEMUM MPU
HEBO3MOXHOCTM KOHCEPBATMBHOW Tepanuu u npu bopMmMpoBaHNM 3rI0Ka4eCTBEHHbIX 0bpa3oBaHun B neyeHn [13,
17, 19].

lMokasaHmsiMK K TpaHcnnaHTauumn neveHn npn HT1 aensatoTcs:
1. AnarHoctupoBaHHas LK.

2. NosiBneHne ovarosbix obpasoaHun npu MPT unu KT u peunaus ysenudeHus A®I Ha doHe nedveHus
HUTU3NHOHOM MpPU XPOHUYECKOM TeyeHun HT1.

3. OtcytcTBMe adhdpekTa oT Tepanmum NTBC npu ocTpoi TMpO3MHEMMM, 3aKIOYaloLLIEECS B COXpaHSOLLENCs
rmnokoarynsauumn Ha poHe Tepanum ButammHom K.

4. [1ekOMNeHCMPOBaHHbIN LIMPPO3, OCMOXHEHHbI acuuTOM, rurokoarynsumen, 3aBUCUMOCTb naumeHTa oT
NHGY3un anbbymuHa, NpM3Haku aHuedanonaTtumn, rmnepaMmMoHNEMIs, Korga HeT BpEMEHMW Ha nosiBneHne addpexra
ot NTBC.

B otnnuue ot naumeHTos ¢ LUK 6e3 conytcTBytoLero metabonuyeckoro 3abonesanusd, npu HT1 B couyeTaHnm
¢ UK 6onbHble AOmMKHbI OblTb NepemMelleHbl B MPUOPUTETHBLIM MNUCT OXMOAHWS Ha TpaHCcnnaHTauuio,
BbbKuaaTenbHO-HabnogaTenbHas TakTuka He JonyckaeTcs.

Kpome TOro, Heo6xoAMMO NOAYEPKHYTb, UTO Aaxe TexHudecku pesektabenbHas onyxonb (MUK, ageHoma,
remMaHrmoma, xonaHrmokapumHoma) y naumenta ¢ HT1 TpebyeT TpaHcnnaHTaumm nevYeHn, 3KCTPEHHOCTb KOTOPON
onpefenseTcs 3nokayecTBEHHOCTLIO HOBOOOPAa3oBaHMs.

BbIknBaeMOCTb NaUMEHTOB NOCME TPaHCNMaHTaUUM He 3aBUCUT OT NMPOUCXOXAEHMS TpaHCnnaHTarta, opraH
»KMBOrO POACTBEHHOMO AOHOPA, TaK M TPYMNHbIA OpraH NpakTUYeckn paBHO3HAYHbI MO 3-X NETHEN BbRKMBAEMOCTU U
coctaBnseTr 75,5% n 78,9% (no gaHHbIM aHanm3a ¢ 2002 no 2012 rog 2 103 >xwuBbix U 46 674 TpynHbIX
TpaHcnnaHTauummn) [15, 16]. NocnegHue rogbl Nony4YaeT pacnpocTpaHeHe CNAnUT-TpaHCcnnaHTauus, no3sonsitoLlas
NCcnonb3oBaTb OAMH LJOHOPCKUIA OpraH Ans ABYX PeLUnMeEHTOB.

- PexkomeHOoOBaHO HasHayeHMe HUTM3MHOHA™™  nepeq NIaHUpPyeMon TpaHCMnaHTauuem nevyeHu npu
renatouennonsapHon kapuuHome (LK), BbissiBNeHHOM Ha no3gHux ctagmsx HT 1 ¢ uenbio MNoBbILLIEHMS
acdhdpeKkTnBHOCTU Tepanuum [4, 7, 8, 31].

YpoBeHb 4OCTOBEPHOCTUN AOKa3aTeNbCTB - 4 (ypoBeHb yoeanTenbHocT pekomeHaauuii C).

- Mpn nobbIX XxMpypruyecknx BMellaTenbCcTBax y naumeHToB, He nonydaswux NTBC, pekomeHayetcs
nsberatb MCNonb3oBaHWs npemeaukauun GapbuTypatamm NOCKOMbKY 9TW mpenapaTbl MOryT CnpoBOLMPOBaTb
nopdupus-noqobHble kpusbl [26, 27].

YpoBeHb JOCTOBEPHOCTM [OKa3aTeNbCTB - 4 (YpoBeHb yoeauTensHoCcT pekomenaauumi C).

3.3 UHoe neyeHune

He npumeHseTcs

4. MeguuuHcKaa peabunurtauus M CaHaATOPHO-KYPOPTHOE JievyeHue, MeAULMHCKME MOoKa3aHus u

NPOTUBOMNOKa3aHUA K MPUMEHEHUI0 MeTOAO0B MeAULMHCKOW peabunutaumm, B TOM YUcCrle OCHOBAHHbIX Ha
MCnonb30BaHUU NPUPOAHLIX NleYebHbIX (hbakToOpoB

- PekomeHOoBaHbl peabunutauuoHHble MepOonpUSATUS, HamnpaBfieHHble Ha ynydweHue yHKUUM NeYeHw,
COCTOSIHMSI HEPBHOW CUCTEMbI, KOPPEKLMIO CKENETHLIX AedopmaLnii NaUuMeHTaM C yCTaHOBMNEHHbIM AuarHo3om HT1
cornacHo apyrum KP [31].

YpoBeHb JOCTOBEPHOCTM 40Ka3aTENbCTB - 5 (ypoBeHb yoeautenbsHoCcTH pekomengauun C).



5. MpodmnakTuka n aucnaHcepHoe HabnaeHWe, MeAULMHCKME NMOKa3aHUS M NPOTUBOMNOKAa3aHUsA K
NpUMeHEeHU0 MeTOA0B NPO(UNaKTUKKN

5.1. MpodmnakTuka

- CeMbsim, nmetowmm pebeHka ¢ HT1 pekomeHayeTcs KOHCYnbTauus Bpada-reHeTurka, C Lienbto onpeaeneHns
reHeTMYEeCKNX PUCKOB AMsi CEMbM M NPOrHo3a notomcTaa [31].

YpoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 5 (YypoBeHb yoeautenbHoCcTU pekomergaummi C).

KommeHTapun: Kak v npu pgpyrmx ayTOCOMHO-peLecCuBHbIX 3aboneBaHusx npu HT1 gna  kaxgown
©epemMeHHOCTM puUCK poxaeHus pebeHka coctaBnseT 25%. B cembsix, roe ectb pebeHoK C TUPO3UHEMMUEN,
CyLLeCTBYET BO3MOXHOCTb MPOBEAEHUs MpeHaTanbHOM W NpeuMnnaHTauMoOHHOM AmarHocTuku. [peHaTanbHas
aunarHoctuka HT1 Bo3amoxxHa metogamum npsimon unu kocseHHon [HK-gunarHoctnkm obpasuos OHK, BbigeneHHom 13
ononTtaTta BopcuH xoproHa Ha 9 - 11 Hegene 6epeMeHHOCTN U/UNK KNETOK aMHUOTUYECKON Xuakoctn Ha 20 - 22
Hegene 6epemMeHHOCTH

- PekomeHpoBaHo npoBeAeHue npodumnakTnyeckon BakumMHaumum 6e3 orpaHM4eHnin naumMeHTam, nonyyarLmm
HUTU3NHOH™* C LUenblo POpMMPOBAHNS UMMYHHOW 3aLLMTbl OpraHmMama oT uHdekumn [32].

YpoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 5 (ypoBeHb yoeautenbHoCcTU pekomengaumm C).

KOMMeHTapMI/II BaKUuMHaUuUO uenecooGpaaHo npoBoAuTb C y4actnem cneunanmcrtoB, UMEKLWKNX onbIT pa6OTbI
C naumeHTammn ¢ MetTabonmyecknmm 6onesHaMK, UNn Noa nx KOHTpOJ1EM.

5.2. lncnaHcepHoe HabnwaeHune

- PekomengosaHo HabntogeHve nauneHTos ¢ HT1 npyn ne4yeHun HUTU3MHOHOM™™ COrmacHo NnaHy MOHUTOPWHra
(npunoxeHune A3.4) [32].

YpoBeHb JOCTOBEPHOCTU AoKa3aTenbCTB - 5 (ypoBeHb yoeauTensHocT pekomeHaauuii C).

KommeHTapuii: nnaH MOHUTOPVHIa UMEET Lenbio Kak npegoTeBpaleHne ocnoxHenun HT1, Tak u KOHTporb
No60oYHbIX 3 EKTOB 1 PaHHIOK AMArHOCTUKY ocroxxHeHun HT1, FLIK B nepByto ovepeap.

- PeKomer,yeTc;l BCEM NauneHTtam c HT1 onpegernieHne aMMHOKUCTIOT U CyKUMHUINaueToHa B Ouonornyeckmnx
XNOKOCTAX MeTogom TaHﬂ,eMHOIZ MacCC-CNeKkTpoMeTpun C Uernbio KOHTpOIA I/I3MeHeHI/II7I, BbI3BAaHHbIX Ty6ynonaT|/|e|7|
[1, 4, 10, 31].

YpoBeHb ybeauTenbHOCTM pekoMeHaaumm - C, ypoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 5.

KommeHTapuu: nccnefoBaHue KOHLUEHTpaLMs aMUHOKUCIIOT B KPOBW: B Hayane Tepanuu, 3aTeM 4acToTa B
nepeole 6 mMecsaueB - 1 pa3 B mecsu, nocrne nepebix 6 mecsaues 1 ganee 1 pa3 B 3 mecdua; uccrnegosaHve
CyKunHuMnaueToHa B Mo4e: B Havarne Tepanuun, 3ateM 4acTtoTa B nepsble 6 MecdLueB - 1 pa3 B MecsL, nocrne nepBbiX
6 mecsueB n ganee 1 pa3 B 6 mecsueB.

- PekomeHgoBaHo BceM nauueHTam ¢ HT1 onpegeneHue KOHUEHTpauusi HATU3MHOHA** B KPOBU C LIENbIO
perynaumMn CcyToYyHOW [03bl MpenapaTta Ans noadepkaHusl afgekBaTHOrO €ero YpoBHSI B MNNasmMe M OLEHKU
YOOBNETBOPUTENBHOCT MHIMGUPOBAaHMWS NMPOKCUManbHOro kKaTabonmMyeckoro Nyt TMpo3uHa [32].

YpoBeHb y6eamTensHOCT pekoMeHaauuii - C, ypoBeHb JOCTOBEPHOCTU A0Ka3aTemNbCTB - 5.

KomMeHTapuu: onTuManbHbIM YPOBHEM COrMacHO MeXAyHapoaHbIM peKOMEHOaUUsaAM, CYNTAETCs YPOBEHb OT
40 po 60 mkM.

MpoBoauTCca B Havane Tepanuu, 3aTem 4YacToTa B nepsBble 6 MecsueB - 1 pa3 B Mecsl, nocne nepsbix 6
Mecsaues 1 ganee 1 pas B 6 mecsues

- PekomeHngoBaHo BceM nauuneHtam ¢ HT1 onpeageneHne anbda-detonporenHa (API1) B cbiBOpOTKE (Mnun
nnasmMe) KpoBW, KOTOPbIA SBNSETCA OAHMM M3 Guoxummuydecknx mapkepoB HT1 C Lenblo paHHEW OMarHOCTUKM
renaToLennonsapHomn kapumHomel [1, 4, 10, 31].



ypOBeHb y6e/:|,MTeanocm peKomeH,u,au,Mﬂ -C, ypOBE€Hb AOCTOBEPHOCTU OOKa3aTEeNIbCTB - 5.

KommeHTapun: npoBoguTcH B Hayane Tepanvu, 3aTeM yacToTa B nepsble 6 mecsueB - 1 pa3 B mecsu, nocne
nepsbIxX 6 MecsaLeB 1 aanee 1 pas B 6 mecsaLes.

- Pekomenpyetca npoBepeHue koarynorpammbl (AYTB, MHO, npotpombuHoBoe Bpems, ¢pubpuHoreH)
naumeHTam ¢ HT1 ans oueHkn yHKLMOHANbHOIrO COCTOSIHUSI MEYEHW U CBEPThIBAOLLIEN cUcTeMbI Kposu [4, 31, 40].

YpoBeHb 4OCTOBEPHOCTUN pekoMeHaaummn 5 (ypoBeHb OCTOBEPHOCTM AoKa3aTenbeTs - C)

KommeHTapun: nposoguTcs npu Hadane Tepanuu, 1 pa3 B mecsL (nepsble 6 MecsaueB), Janee yactoTa Ha
¢oHe anuTtenbHou Tepanun 1 p B rog,.

- PekomeHgyeTca nauweHtam ¢ HT1 npoBegeHue obuiero (KMMHUYECKOro) aHanmsa KpOBM pPa3BEPHYTOro
(remornobuH, KONMMYECTBO 3JPUTPOLIMTOB, LBETOBOW MoOKa3aTenb, KONMUYECTBO MEWKOLUTOB, TPOMOOLMTOB,
nenkouuTapHas hopmyra 1 ckopoCcTb 0OCeJaHUA IPUTPOLMTOB), ANSA OLEHKM OCHOBHbIX MapaMeTpOB KPOBETBOPEHMS
N Hanu4usa BocnanuTenbHbIX npoueccos [32].

YpoBeHb ybeanTenbHOCTU pekomeHaaumm - C, ypoBeHb JOCTOBEPHOCTM A0oKa3aTenbCTB - 5.

KomMeHTapumn: npoBoguTca npu Havane Tepanuu, 1 pas B Mecsl (nepBble 6 MecsueB), Aanee yacTtoTa Ha
doHe gnuTensHow Tepanuu He pexe 1 p B rog.

- PexomeHngyetcs naumeHtam ¢ HT1 nposegeHve obwero (KMMHWYECKOro) aHanusa MOYM AN OLEHKU
COCTOSIHUS MOYEBbLIBOAALLNX NYTEN M noyek [32].

YpoBeHb y6eamTensHOCT pekoMeHaauuii - C, ypoBeHb JOCTOBEPHOCTM A0Ka3aTeNbCTB - 5.

KommeHTapun: nposogutcs npu Hadane Tepanun, 1 pas B mecsy (nepsble 6 mecsaueB), danee JactoTa Ha
doHe gnuTenbHOM Tepanumn 0bbIYHO, B cpeaHem, 1 p B roa.

- PekomeHpgyeTca naumeHtam ¢ HT1 npoBegeHne BMOXMMUYECKOrO aHanm3a KpoBu (rnokosa, obwuin 6enok,
BenkoBble ppakumMm (MccnegoBaHMe YpPOBHS anbbymnHa B KpOBW, onpegeneHne anbObymuH/rnobynmHoBoro
COOTHOLLEHUS B KPOBM), OOLLWIA, CBA3AHHBIN 1 CBOBOAHBIN BUNMPYOGUH XONeCcTepuH, Tpurnuuepuabl, nunonpotenpl
HU3KOW M BbICOKOW NIIOTHOCTM (MCCneaoBaHWe YPOBHS NMMONPOTEMHOB B KPOBM), LWenovHas docdarasa, ramma-
rrnoTaMmunTpaHcdepasa (rrT), KpeaTuHWH, MOYEBUHA, anaHnHamMuMHoTpaHcdepasa (ANT),
acnaptatamuHoTpaHcdepasa (ACT), Kanbuui OOWWMA U MOHW3MPOBAHHLIN, HATPWUWA, Kanui, HEOopraHU4eckuin
doccop, xeneso M eppUTUH) ONA OLEHKM (YHKUMOHANBHOIO COCTOSIHWSI BHYTPEHHWX OPraHoB, Hanu4us
WMHMPEKLUNOHHBIX OCNOXHEHWUA N HYTPUTUBHOIO cTaTyca nauueHTa [1, 4, 5, 10, 31].

YpoBeHb yGeamTensHOCT pekoMeHaauuii - C, ypoBeHb JOCTOBEPHOCTU A0Ka3aTenNbCTB - 5.

KommeHTapun: nposogutcs npy Havane Tepanuu, 1 pas B 3 Mmecsua (nepsble 6 mecsaueB), Aanee YyactoTa Ha
doHe anutenbLHON Tepanuu He pexe 1 p B roa.

- PekomeHpyeTcsa npoBeaeHve ynbTpasBykoBoro uccnegosaHms (Y3W) opraHoB GprOLLHOM NOMOCTM N NOYeK
(ynbTpasBykoBoe wnccriegoBaHWe OpraHoB OPIOWHOW MOMOCTU (KOMMMEKCHOE), yrnbTpa3ByKOBOE WCCnegoBaHve
noyek) Bcem nauueHtam ¢ HT1 gns BeisBNeHUs renaTo-, CNeHo- U Hecopomeranuu, acumta [1, 2].

YpoBeHb ybeauTenbHOCTM pekoMeHaaumm - C, ypoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 5.

KommeHTapuu: Y naumeHToB ¢ HT-1, coxpaHsitoTCsl BbICOKME PUCKWN 3110KAaYeCTBEHHLIX HOBOOOpasoBaHuii, B
TOM 4ucne Ha boHe Tepanuu M OTYaCTM MOCMe TPaHCNIaHTaUUN NevYeHn. STU PUCKM MOTYT OblTb CYLLLECTBEHHO
CHWXeHbI A0 YPOBHA HWXe 1%, ecnn nevyeHne NTBC HauyaTo B paHHeM OeTcTBe M npogoinkaeTtcs 6e3 nepepbiBa.
lMoXn3HeHHOe HabntogeHne 3a 3TUMKU MEYEHOYHbIMU OCMOXHeHMsAMU npu HT-1 aBnsieTcs obGsi3aTenbHbIM.
MpoBoauTcs ¢ YacToTon He pexe 1 p B roa.

- PekomeHayeTca ynbTpassykoBas gonnneporpadusi COCyqoB NeyYeHn, ceneseHkun, novek BceM nauneHTam ¢
HT1 no nokasaHusM C Lenblo OLEHKM CKOPOCTU KPOBOTOKA U COCTOSHMS COCYAOB NMEYEHW, BbiABMEHUS NPU3HAKOB
nopTaneHow runepTteHsuu [4, 10, 12, 31].

YpoBeHb JOCTOBEPHOCTM A0Ka3aTENbCTB - 5 (ypoBeHb yoeautenbsHocTH pekomengauuin C).



KommeHTapuu: LiBeToBon Aonnnep MOXeT MUCMOoNb3oBaTbCA ANS OLEHKM COCYOOB MEYEHU M nopTaribHON
rmnepteHann. OgHaKko He BCe y3enku MOryT ObiTb OOHapyXeHbl, 1 3PMEKTUBHOCTL MeToda 3aBMCUT OT OnbiTa
cneumanucta. MynetugetektopHoe KT-ckaHupoBaHue sBRsieTcs ObiCTpbiM M 06GecneynBaeT MHOIOMSIOCKOCTHYHO
BM3yanusauuio ¢ XOpOLIMM MPOCTPAHCTBEHHbLIM paspelleHnemM aHoManui B nevyeHn. KoHTpacT MoXeT ynyywuTb
peTtanmsaunio ¢ 66% ao 82%, no3Bonsas BbISIBNSATbL 31I0KAYECTBEHHble M3MeHeHus [14, 17, 18]. Tem He meHee,
aHanus pycka v nonb3bl ABNAETCA 06a3aTenbHbIM, YTOObLI M3bexaTb 0bnyvyeHus y AeTen, yKe NoABEPKEHHbIX PUCKY
3M0Ka4yeCcTBEHHOro 06pa3oBaHusi, NOSTOMY OH TpebyeT NOBTOPHOM oueHKN. NHoraa TpebyeTcs cepaumst, 4To Takke
orpaHn4MBaeT uccrnegoBaHue.

- PexomeHpgoBaHo BceM nauueHtam ¢ HT1 npoBeneHve anactometpun (dnactorpadun) neyvyeHn ¢ Lenbko
OLIEHKWN COCTOSIHWSI TKaHW nedeHn n acdekTnBHocTu Tepanum [1, 4, 5, 6].

YpoBeHb 4OCTOBEPHOCTU AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTensHocTy pekomeHaauuii C).

KommeHTapuun:  ®dubpoanactorpacdums -  ONTMMarnbHbIi  HEWHBA3UBHbLIA  YNbTPa3BYKOBOW  MeToq
KONMYECTBEHHOWM OLIEHKM MIIOTHOCTU TKaHW NMeYeHu, No3BonseT onpeaennutb apdeKTMBHOCTb Tepanuu. YactoTa -
eXxerogHo (B ka4yecTBe anbTepHaTMBbl - KOMMbIOTEPHAs TOMOrpadusa opraHoB GPIOLLHOM MOMOCTU U/MAW MarHUTHO-
pe3oHaHCHas Tomorpadums opraHoB OpIOLIHOM MOMIOCTU C MarHUTHO-PE30HAHCHOW XOnaHrnonaHkpeatorpaduen
(MPXIN))

- PekomenpoBaHo Bcem naumeHtam ¢ HT1 ucnonb3oBaHne KOMNbIOTEPHON TOMOrpadumnm opraHoB GPIOLLIHOW
nonocTn Wunu MarHUTHO-PEe30HaHCHOW ToMorpadum OpraHoB OpHOLWHOM MOMOCTM C MarHUTHO-PE30HaHCHOW
xonaHrnonaHkpeatorpadguern (MPXIT) ¢ uenbio BbiSBNEHUA OOBEMHbLIX 0OpPasoBaHUM WM OLIEHKM COCTOSAHMS
npoToKoBoOM cuctemsl [1, 4, 5, 6, 11, 31].

YpoBeHb JOCTOBEPHOCTU AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTensHocT pekomeHaauuii C).

KommeHTapuu: [JaHHble mMeToabl Bu3dyanu3auun HeobXxoouMMbl AMsl UCKMOYEHUS npouecca ManurHuaumm,
Hanpumep, Npu Nogo3peHnn Ha hopMmMpoBaHUe renaTouentoNapHON KapLUMHOMBI, PUCK KOTOPOW OYEHb BENUK Npu
nokasatensax A®I, npeBbilwaWUX HOPMY B COTHU 1 gaxe Tbicaun pa3. Buibop 3a KT unu MPT ¢ KOHTpacTHbIM
ycuneHuewm, npenapatom Bbibopa ana MPT aBnseTcsa ragokcetoBas kucroTa (TOproBoe Ha3BaHue - NPUMOBUCT).
lMopaxeHHble renaToUnTbl KOHTPACT He HakannuBeatoT. [leTCKMI BO3pacT He ABNAETCS NPSAMbIM NPOTUBOMOKa3aHUEM
K MccnegoBaHuIo, HO OrpaHu4YMBaeT ero npuMmeHeHue. BpemeHHble pamku: apTtepuanbHad ¢asa 10 - 20 cek,
KOHTpacTMpoBaHne BOPOTHOM BeHbl Ha 60 - 80 cek u neveHouHble BeHbl HAa 3 - 5 MuH. [locne BHYTPUBEHHOMO
BBEAEHMS ragoKCEeTOBOW KUCMOTbI QUHaMUYeckne nocnegoBaTenbHOCTM obecneynBaloT aHanu3 Backynspusaumu
y3noB. [Oudppy3Ho-B3BeLEHHaa  Bu3yanuaauus  MOXeT  MOMOYb  OTNnYUTb  AndppepeHunpoBaHHble
renaToUennonspHble KapuMHOMbI OT A0BpOoKavyecTBeHHbIX y3enkoB. [MokasaHbl nNpu Havyane Tepanuu u ganee C
yacTtoTon 1 pas B rog.

- PekomeHpoBaHo BceM naumeHTam C KIMHWYECKUMW npusHakamy HT1 npoBegeHue pagvov3oTONHOro
nccnegoBaHnsa neyveHun (renatocumMHTUrpacdmsa ctaTmdeckas U AMHaMumyeckas, renatoounucumHTurpadms) n novek
(peHocuuHTMrpadus) ¢ Lenblo oLeHKN PYHKUMOHANbHOro COCToAHMSA opraHos [1, 4, 6, 11].

YpoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 4 (YypoBeHb yoeautenbHOCTM pekomeHgaumm C).

KommeHTapun: MeTon codeTaeT He TOMbKO BM3yanu3auuio, HO $BMASeTCa M (PYHKUMOHAIbHbLIM
nccnegoBaHueM. HapylueHne BHYTPUKNETOYHOro TpaHcnopTa, aKckpeLmm paguodapmnpenaparta (POI1) ¢ xenybto,
nyTn BbIBEAEHMS €ro M3 opraHuM3Ma, B TOM u4ucrne, nepepacrnpeneneHusi neyeHb/ceneseHka npu CTaTU4EeCKOM
renatocumHTurpacgpmm, runepdukcaums POI B ceneseHke 6Gonee 15% sBRAKOTCA NPU3HAKoM MOpTanbHOM
rMMNEepPTEeH3NN. YYacTKM CHWKEHHOr0 HaKOMMEHUs - 3TO KUPOBasi M COeAMHUTENbHAas TKaHb, KUCTbl, ageHoma
(oobpokayecTBeHHas ONyxorb), y3nbl pereHepaunm ¢ NOHWKEHHON BacKynsapusaLumen.

PeHocuuHTUrpadua nossonset anddepeHUnpoBaHHO OLEHNUTb (PYHKLUMIO NpaBov U esBon noyek. Yacrtota
onpeaenseTcs MHANBMAYarbHO.

- PekomeHgoBaHO naumeHTam ¢ HT1 npoBegeHwe pPEHTFEHOOEHCUTOMETPUM C LENbi UCCnegoBaHus
MUWHeparnbHOM NITOTHOCTU KOCTHOM TKaHu [4, 6, 9, 11, 31].

YpoBeHb JOCTOBEPHOCTM A0Ka3aTENbCTB - 5 (ypoBeHb yoeautenbHoCcTM pekomengauuin C).

KommeHTapuu: MccnegoBaHve npoBOAUTCS Y NauUMEHTOB C MpusHakamy TybyrmonaTuu: W3MeHEeHMeM
nabopaTopHbIX MokasaTenew, paxmTonogobHbIMM KOCTHBIM Aedopmaunsmu. HasHavaloT OEeHCUTOMETPUIO - Kak



npaBwuno, Aetsm ctaplue 5 net. MpoBoauTcs Npu Havare Tepanuu U garee YyactoTta Mo nokasaHuaMm, B cpegHem, 1
pas3 B rog.

- PekomeHaoBaHa peHTreHorpadmsa KUCTeN NaunmeHTam ¢ KIMHUYecKuMn npmusHakamn HT1 B guHammuyeckom
HabnaeHUN C Lenbio OLEHKM KOCTHbIX M3MEHEHWI, BbI3BaHHbIX rmnodocdaTtemmnen [32].

YpoBeHb 4OCTOBEPHOCTM JoKa3aTenbCTB - 5 (YypoBeHb yoeautenbHoCTU pekomergaumm C).

KommeHTapumn: B T.4.,, OnNs OLEHKM KOCTHOro Bo3pacta. PeHTreHorpaduyveckoe ornpenernieHme KOCTHOro
BO3pacTa HasHauvalT AeTsM cTapue 2 ner.

- PekomeHpoBaHa BceM nauueHTam C KNUHUYECKUMU npusHakamu HT1 peHTreHorpadusa kocten ckeneta
(PeHTreHorpadusi nopaeHHOW YacTu KOCTHOro ckeneta) w/unu lMpuuensHasa peHTreHorpadus opraHoB rpyaHON
KNeTKn, C Lenbtlo QUarHoCTUKM OpToneanyeckon naTonoruum, BoldaBaHHON runodocdaremmen [4].

YpoBeHb 4OCTOBEPHOCTU AOKA3aTeNbCTB - 5 (ypoBeHb yoeanTensHocTy pekomeHaauuii C).

KommeHTapuu: lNokasaHbl npy nnaHuMpyemon opToneamyeckon koppekuuu. [NpuuensHas peHTreHorpadus
OpraHoB rpyaHOM KIeTKN Noka3aHa B cry4yae NpoBeAeHUs NOAHAPKO3HbIX MCCNEeA0BaHNIA, NP HANMYNW KITMHNYECKNX
NPOSIBNEHUI AblXaTenbHOW He4OCTaTOYHOCTU, KapanoMuonaTuu.

- PekomeHgoBaHa BceM nauueHtam ¢ HT1 no nokasaHuam anekTpokapaunorpadusd, axokapauorpadpus c
Lenblo oueHKkn MopdodyHKLMOHANBHOrO COCTOAHMSA cepaua [4].

YpoBeHb JOCTOBEPHOCTM JoKa3aTenbCTB - 4 (YypoBeHb yoeautenbHoCTM pekomeHgaumm C).

KOMMeHTapMVIZ [aHHble MeToabl NO3BOSIAIOT OLEHUTb MOp(*)O(*)YHKLI,I/IOHaJ'IbHOG COCTOAHME cepaua n TakKkke
Heo6xoauMbl npu nposegeHnn nogHapKO3HbIX nccnegoBaHuni. Yacrtota onpenenaeTca nHonBunayanbHO.

- PekomeHgoBaHO NpoBOANTL KOHTPOSb Tepanum Bcem naumeHtam ¢ HT1 B Te4eHne nepBon Hegenu nevyeHns
C LleNblo OLEHKM KITMHUKO-NabopaTopHOM ANHAMMUKA U KOPPEKLMU 003bl HATU3UMHOHA™ [1, 4, 9, 10].

YpoBeHb 4OCTOBEPHOCTU AOKa3aTenNbCTB - 4 (ypoBeHb yoeanTensHocTV pekomeHaauuii C).

KommeHTapun: KoHTponto nognexar cnegytowme nokasatenu kposu: KLLC, dyHKLMOHaNbHbIE Npobbl neyeHn
(6unmpybun, AJIT, ACT, [ITTM - rammarnoTamunTpaHcnenTugasa, LwenoyHass docdaTtasa, anbOymuH),
koarynorpamma (MTU, AYTB, bnubpuHoreH), MoYeEBUHA, 3NEKTPONUTLI, KPEATUHWH, Kanbumi, ocdop, KNEeTOYHbIN
COCTaB KPOBW, aMUHOKUCNOTHbIN cnekTp, A®I1, CyKUMHMNALEeTOH, MO BO3MOXHOCTU, KoHueHTpaumns NTBC, npu
OCTPOW NEeYEHOYHOW HeOOCTaTOYHOCTU - AOMOMHUTENBHO onpedeneHne aMMOHMS, FMKO3bl; @ Takke nokasarenu
MOYM: TFIHOKO3a, aMUHOKUCHOThI, (hocdop- 1 Kanbumi/KpeaTuHMHOBbIE KO3bduumeHTbl, ansbymuH, 6enok, beta-2-
MUKPOTrNoBynuH.

B panbHerwem nocne HopManusauuu nokasaTenen MHTepBan MexXxay MCCcnefoBaHWAMU COCTaBNAET He
MeHee 6 MecsiLeB.

- PekomeHgoBaH no nokasaHuam nauueHTam ¢ HT1 koHTponb ypoBHS ¢honatoB (MccrnenoBaHne ypoBHS
oNMeBon KMCNOTbI B CbIBOPOTKE KPOBK), BUTaMuHa B12 (Onpeaenenne yposHs BuTamnHa B12 (umaHokobanamuH)
B KPOBMU), CbIBOPOTOYHOrO Xenesa (iccrnenoBaHne ypoBHs xenesa CbiIBOPOTKU kpoBu) U peppuTtuHa (Mccnegosanue
ypoBHA depputnHa B Kposu), ButamuHoB A, E, D (MccneposaHue ypoBHa 1,25-OH ButamuHa [ B KpoBw),
MUKPO3MEMEHTOB CerneHa, UMHKa, Meaun C Lenbio OLEHKM HYTPUTUBHOIO cTaTyca M NpoBeAeHUs KOppeKkTupytoLen
Tepanuu [1, 4, 8].

YpoBeHb JOCTOBEPHOCTUN AOKa3aTeNbCTB - 4 (ypoBeHb yoeanTenbHocT pekomeHaauuii C).

KommeHTapun: donatbl KPOBU KOHTPONMPYIOT MPU HapPYLLUEHMSX CBEPThIBAKOLWEN (DYHKLUN KPOBU U C LENbIO
OnddepeHumansHOro gnarHosa KoarynonaTtuim.

- PekomeHnpgyetca nauueHtam ¢ HT1 npuem (ocMOTp, KOHCynbTauus) Bpada-odTanbmoriora (OCMOTP C
MOMOLLIbIO LLIENEBON NaMrbl) C LeSiblo CBOEBPEMEHHOW ANArHOCTMKU U NeYeHns rmasHomn natonoruu [1, 4, 10].

YpoBeHb JOCTOBEPHOCTM A0Ka3aTENbCTB - 4 (ypOBeHb yoeauTenbsHoCcTM pekomengauun C).



KommeHTapun: OcMOoTp cnefyet NpoBoAUTb A0 Havana MeaMKamMeHTO3HON Tepanuu N eXXeMecsiyHO B TeveHue
nonyroga nocrie Havana neveHus. Tak Kak BO3MOXHbl MOOOYHbIE 3(PAEKTHI HUTUBMHOHA™ - KOHBLIOHKTUBUT,
NMOMYTHEHWE POroBMLbI, KepaTuT, CBETODOSI3Hb, 0OpaTMMas NNeNKoNeHUs, rPaHyoLUUTONEHNS U TPOMOOLIMTONEHNS.
Pexe oTmeydatoTca nenkoumtos, 6nedapuT, KOXHbIN 3y, aKCHONMaTUBHbLIN AepMaTUT, 3pUTeMaTosHas chinb. [Nocne
nepBbIX 6 MecsLEeB - YacToTa - NO NoKa3aHWsaM, B cpeaHeM - 1 pas B rog.

- PexomeHpyetcsa naumeHtam ¢ HT1 npoBegeHwe Koppekumu nevyebHoro nuTaHua U CUMNTOMAaTUYECKOM
Tepanuu ¢ Lenbl NCKMYeHns 6enKoBO-3HEPreTMYecKon HegocTaTouHoCTH [32]

YpPOBEHb YOeauTenbHoCTH pekomeHaaunii C (YpoBeHb JOCTOBEPHOCTM [0Ka3aTeNbCTB - 5)

KommeHTapuu: Koppekuuio anetotepanum NpPoBOASAT Bpayu-reHETUMKU UM Bpayu-gueTonorn ¢ 4Yactotom 1
p/mec Ha 1 rogy »xu3Hn, ganee 1 p/3 mec u no nokasaHusim go 3 net; 1 p 6 mec nocne 3 net

- PekomengytoTcs ans HabnogeHus NaUMEHTOB C  YCTAHOBMEHHbIM AuarHo3om HT1  npuMeHsiTb
MYMbTUAMCLUMMNAVHAPHbIV NOAX0 BBUAY TOro, YTO 3ab0neBaHns XxapakTepuayoTcsl NopaXeHneM MHOMMX OpraHoB U
cuctem, TpebyeT KOMMNMEKCHOW Tepanuu, 4YTO AUKTyeT HeobBXOoAMMOCTb COBMECTHOrO BedeHWs nauueHTta
crneumanuctTamm pasHbix npocunen [12, 13, 15, 28].

ypoBeHb ybeautensHocTn pekomeHgaumn C (ypoBeHb JOCTOBEPHOCTU A0Ka3aTeNbCTB - 5)

KoMMeHTapumn: nokasaHbl MOBTOPHbIE U MEPBUYHbIE KOHCYNbTaUMW Bpaya-reHeTvka, Bpada-odranbMonora,
Bpava-HeBpornora, Bpaya-optoneaa, Bpava-racTposHTeponora, Bpava-sHAoKpUHonora, Bpaya-kapauonora, spaya -
AETCKOro kapauornora, Bpava-Hedpornora, Bpada-negvarpa, Bpadya-TepanesTa, Bpaya-TpaHcnnaHTonora, a Takke
Bpayven gpyrnx cneumansHocTen nauyneHtam ¢ HT1, nmerowmm HapyLeHns yHKLUA COOTBETCTBYIOLLMX OPraHoB U
cucTem

- PekomeHpyeTca obyyeHue poauTenew npasunam opraHv3auumv Tepanuv B MEXNPUCTYMHbIA nepuog 1 B
nepvog yrposbl MeTabonuueckoro kpusa naumeHtoB ¢ HT1 c uenbto npenoTBpalleHnss pasBuTUS MOBTOPHbIX
meTabonuyeckux kpusos [37, 41].

ypoBeHb ybeautensHocTn pekomeHgaumn C (ypoBeHb JOCTOBEPHOCTU A0Ka3aTeNbCTB - 5)

KOMMeHTale/IZ Y pO,ElI/ITeﬂeVI pe6eH|<a BCcerga AosmkHa ObITb namsiTka ¢ YKa3aHneM HEOTJTOXKHbIX MepOﬂpVIFITMVI
B nepunoa Ha4vnHarouwerocd MeTabonunyeckoro Kpuaa.

6. OpraHusauus okasaHMs MegULIMHCKOM MOMOLLU

MauweHTtam ¢ HT1, B 3aBMCUMOCTU OT HEOOXOAMMOCTU, MOXET ObITb OKasaHa MeauLMHcKasa NomoLlb Ntoboro
BMaa, ycrnosus, GopMbl, NPeayCcMOTPEHHbIX 3akoHogaTenbcTBOM Poccuiickon ®epepauum.

Moka3aHusa Ansa rocnuTanusauun B MeAULMHCKYH opraHuM3auuio:

1. npoBeAeHVe OWArHOCTUKM U neveHusi, Tpebytowme NpoaosKUTENbHOMO (AHEBHOE WNWU KPYrnocyTOYHOe
npebbiBaHWe) MeaULMHCKOrO HabnaeHUs U MOHUTOPWHIa KIMHUKO-NabopaTopHbIX nokasaTenein, NoarotToBka kK
TpaHCcMnaHTauum neyYeHu, TpaHcnnaHTauus nevyeHu;

2. HeoGXOOMMOCTb MPOBEAEHWS pasfM4YHbIX BWMOOB IJKCNEpPTU3 wnm obcneaoBaHUss B MeAULMHCKON
opraHm3aumm npu HEBO3MOXHOCTWU MPOBEAEHUs UX B aMOynaTopHbIX YCMOBWUSX (B TOM u4ucrie odopmreHue
3aknoyeHns egepanbHOro KoHcunuyma/spadebHomn komuceun);

3. OCTpble yrpoXxarwLine and Xn3Hn n passnutua OCIOXXHEHNN COCTOSAHNSA, Tpe6yrou.w|e HEOTIIOXHOro ne4vyeHuna,

B TOM 4MCI€ WHTEHCUBHOWM Tepanun, a TaKxe KpyrnocytoyHoro meaunumHCKOro HabnogeHnsa u npoeseaeHnA
crneunanbHbIX BUOOB 06CneaoBaHus U NeYeHns.

lNMoka3saHuA K BbINMUCKe NauMeHTa U3 MeauLMHCKoOn opraHunsauuu:

1. OTCyTCTBME Yrpo3bl ASSt XU3HU MauMeHTa U yrpo3bl pPa3BUTUS OCMOXHEHWIA, TPeOYOLWUX HEOTNOXHOIo
neYeHust Npu 3aBepLUEHNE ONArHOCTUHECKUX MEPOMPUATUIA.



2. cTabunmsaumsi COCTOSIHUSI U OCHOBHbIX KIMHUKO-NabopaTopHLIX NnokasaTenein naTonormyeckoro npowecca,
OTCYTCTBME HEOBXOAMMOCTM B MPOJOIMKUTENBHOM MEAMUMHCKOM HabmnogeHun (OHEBHOE WM KPYrNoCyTOYHOe
npeobbiBaHue);

3. BbiMONHEH nnaH obcnefoBaHWs WM nevYeHWst nauveHTa, AaHbl pekoMeHgauun no  panbHenwemy
HabNAEHUIO N NTEYEHMIO.

4. HeobX0AMMOCTb NepeBoa NauMeHTa B ApYyroe MeANLIMHCKOE YYpeXaeHe Unu yuypexxaeHme coumanbHoro
obecneyeHus.

MpoOomKNTENBHOCTL rocnuMTanu3auuMmM 3aBUCUT OT  CKOPOCTM Bepudmkaumm aumarHosa W Hayana
cneunduyeckon Tepanmm. OTBET Ha NeYeHMEe HUTU3MHOHOM OTMe4aeTcsd B nepBble AHW. [MpoaomKNTENbHOCTL
rocnuTanunsaumm Takke 3aBUCUT OT CKOPOCTM BOCCTAHOBIIEHMS MOKa3aTenen Koarynorpammbl 1 06bIYHO COCTaBnseT
30 gHen.

7. OononHuTenbHaa UHcgopmauusa (B ToM uucne ¢akTopbl, BAUsOWME Ha ucxon 3aboneBaHUs Unm
COCTOSIHUSA)

[eTv B Bo3pacTe cTaplue roaa Hanboree 4acTo, 0 YCTAHOBIEHWUSA AMarHosa, rocnMTanusnpyrTcs no nosoay
renatuta, oGbeMHOro OGpa3oBaHMsA MeYeHW B XMUpypruyeckoe oTAerneHue, obpallaloTcsl 3a KOHCynbTauuen K
OHKOJIOTY, UH(PEKLUMOHUCTY M racTPO3HTEPOSIOry-renaTosory.

MpoBeaeHne gunddepeHunanbHON ANArHOCTUKKW, YCTAHOBMIEHME AMarHo3a U HasHayeHue chneumnduyeckon
Tepanuy CcoKpallaeT CpoK rocnutanusaumm. Ha ¢oHe HasHaYeHUs HUTU3BMHOHA MPOAOIKUTENBHOCTb
CTauMOHapHOro ne4veHmst 0ObIMHO He npeBbiwaeT 14 gHen. [MaumeHToB €O CTabUNbHLIMKM MOKa3aTensMm
MOHUTOpUHra metabonuama n ypoBHsa APl MoxHO HabnaaTb B aMbynaTopHO-NMONMKIMHUYECKUX YCITOBUSIX U B
OHEBHOM cTauuoHape (4nMTenbHOCTb rocnuTanusaummn He MeHee 10 cyTok).

YnbTpa3BykoBOe MccrneaoBaHve OpHOLWHOM NONOCTM AOMKHO MPOBOAMTBCA Kaxable 6 MecsueB, a MarHUTHO-
pe3oHaHcHasa Tomorpacusa (MPT) neyeHun exerogHo, ecnm BeiSBNAOTCA NOA03pUTENbHbIE Y3rioBble 06pa3oBaHus,
nokasaHbol MeToAbl Bu3yanu3aumm c KoHTpacTuposaHumem (KT, MPT, pagvousotonHoe uccrnegoBaHue),
Nno3BOnsWME MNOATBEPAMTL TEnNaToOUENIONSAPHYID  KapuuMHOMY. YpOBeHb anbda-etonpoTenHa OOJPKEeH
KOHTpOnuMpoBaTbCa Kaxaple 3 - 6 mMecdaueB, a NOBTOpHoe noBbilweHne APl OOmMKHO CNyXUTb NOBOAOM AnNs
yrnybneHHoro obcrnegoBaHus Ha npegmeT UK. MNMokasaHa koHCynbTauus oHKorora.

KoHTponb Tepanuu HUTU3MHOHOM BKIOYaeT onpeaeneHne ypoBHA deHunanaHmHa n TmposunHa. Npu HU3Kom
(meHee 20 mkMonb/n) ypoBHe eHunanaHnHa Heobxoaumo yBenudeHue Oenka B AveTe. YPOBeHb TUPO3uHa
XenaTtenbHo yaepxusaTb B AnanasoHe 200 - 400 mkMornb/n, 4TO He NO3BONAET NOABUTLCHA NOBOYHBIM adhdhekTam.
HexenatenbHble addekTel B Buae ¢otobosisHn m 4vyBcTBa "Mecka B rnasax" NOSBAATCA MNpU yBenu4eHuu
KOHUEHTpauuy TuMpo3nHa B CbiBOPOTKe KpoBu Bbiwe 800 mMkMonb/n M 0GYyCrnoBneHO He CTONMbKO AeNCTBMEM
HUTU3NHOHA, CKONbKO HapyLleHneM ANeTbl 1 HU3KOW KOMMNNAeHTHOCTbIO poAnTENen.

3aboneBaHne pgeTen, MMEKOLMX MEYEHOYHYH HEeAOCTaTOYHOCTb, 4YacTO MpOTEKaeT KpanHe TSKeno C
Bblpa)KeHHOW Koarynonatven u acumtamu. HasHavyeHune HUTU3MHOHA MPUBOAMT K KMMHUYECKOMY YNyYLIEHUIO B
TeyeHne HecKonbkux aHen, npu atom 90% nauneHToB OTBEYatOT Ha Tepanuto. Ecnu koarynorpammMa He ynydiuaeTcs
B TeyeHune 1 Hegenu, To 003y HATU3MHOHA creayeT NoBbICMTb. Ha oHe nedeHns y 6onblUMHCTBA AETEN, KOTOPbIE
MMEIOT KNMHN4YeCcKmne npoasneHna umpposa v I'IOpTaJ'IbHOVI rmnepTeH3nin, nevyeHme npuBognT K KOMNeHcaunn n naxe
perpeccy UMppoOTUYECKNX U3MEHEHNIA.

PyHKUMA NOYEYHbIX KaHamnbLEB HOPManu3yeTcs, NpekpaLlalTca noTepy Kanbuus n gocdopa ¢ MOYOW.

JleyeHne HUTU3MHOHOM B TeyeHue NepPBbIX 3 MeCSLEB XU3HW NpedoTBpallaeT pasBuThe kapauomuonaTum,
npu 6onee No3gHem Havarne Tepanuu ee TedyeHue yryylaeTcs He3aBUcUMO OT PopMbl 3aGoneBaHus.

MpyMeHeHne HUTU3MHOHA 06ecneYnBaeT NOMHOE KYNMPOBaHME HEBPOMOTMYECKUX KPU30B MO TUMy nopdupum.

Tepanua HUTU3MHOHOM nepekntodat ceHotnn HT 1 B deHotun TnposmHemum Il (cm. MpunoxerHne A3.1).
EctectBeHHbIN X0 pa3sutua HT |l Tuna, npeacraBnaeT cobon reHeTuyecknii aeduunT 4-rmgpokcmdeHmnnupysart
OVOKCUreHasbl, $BMSIETCA 4Ype3BblMaWHO peakMM W MNIOXO OMUCaHHbIM B fMTepaTtype, HO  3agepxkka
WHTENNEeKTyanbHOro passuTus ABnseTcs ooLwen3BecTHbIM KOMMOHEHTOM B CTPYKTYp€e AaHHOro 3aboneBaHus.



JleyeHne Tybynonatuu (cuHgpoma ®aHKOHU) 1 BUTaMuH [1-pe3ncTeHTHOro paxmTta Hanbonee acpdeKkTMBHO Ha
paHHMX cTagusax u BkrtodaeT kpome NTBC HasHauyeHne akTMBHbBIX MeTabonuToB BUTamuHa [ (kanbumutprona™™),
npenapaToB kanbUus M OBYOCHOBHbIX choccaToB. ObcnemoBaHue BkmtovaeT onpegenexdve KLWC (pH kposw,
cTaHgapTHbIX GukapboHaToB, AeMLMT OCHOBAHUI).

CoueTaHne amuHoauuaypum,  rmAwKO3ypuu,  docdatypum, MNOYEYHOro  KaHamnbLeBOro  auugosa
CBUOETENbCTBYET O MOSIHOM CcuHAPOMe PaHKOHM W MPUBOAUT K TSXKENOMY paxuty, HedpoKanbLMHO3Y,
rMOMepYnoCKIepo3y U XPOHNYECKON NMOYEYHOW HEQOCTAaTOYHOCTH.

be3 nevyeHuss HUTM3MHOHOM MoAaBnskollee OONbLWMHCTBO AeTen nornbdbaetr go 15-neTHero Bo3pacTa,
onpegensoLwmnm B NporHo3e aBndeTcs BpemMsi Aebtota 3abonesaHus, T.e. 4T C OCTPON U NOAOCTPON TUPO3UHEMUEN
(HT1A) ymupatot go 1 roga. Vicnonb3oBaHne HATM3MHOHA 6e3 naToreHeTMYeckon gueToTepanumn Takke NPUBOANT K
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Kputepun oueHkn kayecTBa MeaAULMHCKOW NMOMOLLMU

Ta6nuua 1. Kputepumn oueHkn kayecTBa NnepBUYHON MeANKO-CaHUTAPHOW NOMOLLM B3POCIbIM U AEeTAM
npu HacneacTBeHHoOW Tupo3nHemum 1 Tuna (koabl no MKB-10: E70.2)
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auunnkapHUTUHbl B KPpOBM METOAOM TaHOeMHOoM Macc-CnekTpomMmeTpun (I'Ipl/l
yCTaHOBJ1EHUN p,marHoaa)

2. BbinonHeHo MonekynspHo-reHeTM4eckoe nccnegosanne mytaumm B reHe FAH | Ja/Het
(npw ycTaHoBNEeHUn anarHosa)

3. BbinonHeH npuemM (OCMOTP, KOHCYNbTauusa) Bpada-reHeTka nepBuyHbIA (npwv | Ja/Het
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4. BbINOMHEHO Has3HadYeHWe HUTU3MHOHA (B 3aBUCMMOCTM OT MeauuuHckux |Oa/Het
noKasaHwin 1 Npu OTCYTCTBUU MEAULIMHCKMX NMPOTUBONOKa3aHWM)

5. BbinonHeHo HasHayeHWe crneuvanusupoBaHHOro npoaykta nedebHoro | Ja/Het
MUTaHKs, NULLIEHHOro deHnnanaHnHa u TMpo3uHa

Tabnuua 2. Kputepumn oLeHKN KayecTBa cneuuManm3npoBaHHON MeAULMHCKON NMOMOLLM B3POCHbIM U
OeTAM npu HacneacTBeHHOW Tupo3nHemum 1 Tuna (koabl no MKB-10: E70.2)
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(koMnnekcHoe)
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Cnucok nuTtepaTypbl


https://login.consultant.ru/link/?req=doc&base=EXP&n=763941
https://login.consultant.ru/link/?req=doc&base=EXP&n=763941

1. BapaHoB A.A., MNonskoea C.W., bangakoea I.B., bywyesa T.B., BawypuHa T.B.. Notanos A.C., >KypkoBa
H.B., Bapuukuna M.A. HacneacTteeHHas Tupo3uHemus | Tuna (cepus "bonesHn getckoro Bo3pacta ot A go A". Cotos
neanatpos Poccun). - Neguatpums. - 2012 - 60 c.

2. bapaHoB A.A., HamasoBa-bapaHosa J1.C., boposuk T.3., Jlagogo K.C., bywyesa T.B., Macnosa O.U.,
KyseHkoBa J1.M., >Kypkosa H.B., 3BoHkoBa H.I. u pgp. [OuetoTepanusa npu HacneactBeHHbix 6onesHsx
aMuHokmncnoTHoro obmeHa MeTtogunyeckoe nucbmo. Mocksa. 2013. 97 c.

3. MP 2.3.1.2432-08 "Hopmbl ou3nonornyeckux notpebHOCTEl B 3HEpPrMn M MULLIEBLIX BeLlecTBax AJis
pa3nu4yHbIX rpynn Hacenexwus Poccuiickon ®epepaummn” (y1B. [NaBHBbIM rocygapCTBEHHbIM CaHUTapHbIM Bpavyom PO
18 nekabpsa 2008 r.).

4. Nonskosa C.UN., CasoctbsaHoB K.B., MNMywkos A.A. HacnegcrteeHHas TMpo3mMHeMuUs 1-ro Tuna: YTo HYXHO
3HaTb neguaTpam. XXypHan lNMpaktuka neguatpa. 2014 - depaneb. - C. 4 - 16.

5. Angileri F, Bergeron A, Morrow G, Lettre F, Gray G, Hutchin T, Ball S, Tanguay RM. Geographical and
Ethnic Distribution of Mutations of the Fumarylacetoacetate Hydrolase Gene in Hereditary Tyrosinemia Type 1. JIMD
Rep. 2015 Feb 15.

6. Bahador A, Dehghani SM, Geramizadeh B, Nikeghbalian S, Bahador M, Malekhosseini SA, Kazemi K, Salahi
H. Liver Transplant for Children With Hepatocellular Carcinoma and Hereditary Tyrosinemia Type 1. Exp Clin
Transplant. 2014 Mar 28.

7. Dehghani SM, Haghighat M, Imanieh MH, Karamnejad H, Malekpour A. Clinical and para clinical findings in
the children with tyrosinemia referring for liver transplantation. Int J Prev Med. 2013 Dec; 4(12): 1380 - 5.

8. Dorothy E.M. Francis Diet for Sick Children Forth Edition. Dietary management of disoders of amino acid
metabolism, organic acidaemias and urea cycle defects 1987.

9. Maiorana A, Malamisura M, Emma F, Boenzi S, Di Ciommo VM, Dionisi-Vici C. Early effect of NTBC on
renal tubular dysfunction in hereditary tyrosinemia type 1. Mol Genet Metab. 2014 Nov; 113(3): 188 - 93.

10. Nakamura K, Matsumoto S, Mitsubuchi H, Endo F. Diagnosis and treatment of hereditary tyrosinemia in
Japan. Pediatr Int. 2015 Feb; 57(1): 37 - 40.

11. van Ginkel WG, Gouw AS, van der Jagt EJ, de Jong KP, Verkade HJ, van Spronsen FJ. Hepatocellular
carcinoma in tyrosinemia type 1 without clear increase of AFP. Pediatrics. 2015 Mar; 135(3): e 749 - 52.

12. Zeybek AC, Kiykim E, Soyucen E, Cansever S, Altay S, Zubarioglu T, Erkan T, Aydin A. Hereditary
tyrosinemia type 1 in Turkey: twenty year single-center experience. Pediatr Int. 2015 Apr; 57(2): 281 - 9.

13. Macias I., Lain A Bernardo-Seisdedos G. et al. Hereditary tyrosinemia type I-associated mutations in
fumarylacetoacetate hydrolase reduce the enzyme stability and increase its aggregation rate. J. Biol. Chem. (2019)
294(35) 13051 - 13060. DOI: https://doi.org/10.1074/jbc.RA119.009367

14. HosukoB [letp BacunbeBuy. TuposumHemus | Tuna: KNWHWKa, AnarHocTMka M nedveHue//Poc BecTH
nepuHaton un neguat. 2012. N Tlpunoxenne. URL: https://cyberleninka.ru/article/n/tirozinemiya-i-tipa-klinika-
diagnostika-i-lechenie

15. Larochelle J., Alvarez F., BUSSi€res J.F. et al. Effect of nitisinone (NTBC) treatment on the clinical course

of hepatorenal tyrosinemia in QUEDEC . Mol. Gen. Metab., 107 (1) (2012), pp. 49 - 54

16. Baydakova GV, Ivanova TA, Mikhaylova SV, et al. The Unique Spectrum of Mutations in Patients with
Hereditary Tyrosinemia Type 1 in Different Regions of the Russian Federation. JIMD Reports. 2019; 45: 89 - 93.
DOI: 10.1007/8904_2018_144.

17. Russo P.A., Mitchell G.A., Tanguay R.M. Tyrosinemia: a review. Pediatr Dev Pathol 2001; 4(3): 212 - 221

18. Schady D.A., Roy A., Finegold M.J. Liver tumors in children with metabolic disorders. Transl Pediatr 2015;
4(4): 290 - 303. DOI: 10.3978/j.issn.2224-4336.2015.10.08


https://login.consultant.ru/link/?req=doc&base=LAW&n=106639

19. Weinberg A.G., Mize C.E., Worthen H.G. The occurrence of hepatoma in the chronic form of hereditary
tyrosinemia. J Pediatr 1976; 88(3): 434 - 438. DOI: 10.1016/s0022-3476(76)80259-4

20. van Spronsen F.J., Berger R., Smit G.P., de Klerk J.B., Duran M., Bijleveld C.M. et al. Tyrosinaemia type
I: orthotopic liver transplantation as the only definitive answer to a metabolic as well as an oncological problem. J
Inherit Metab Dis 1989; 12 (Suppl 2): 339 - 342. DOI: 10.1007/bf03335416

21. van Spronsen FJ, Thomasse Y, Smit GPA, Leonard JV, Clayton PT, Fidler V, Berger R, et al: Hereditary
tyrosinemia type I: A new clinical classification with difference in prognosis on dietary treatment. Hepatology. 1994;
20:1187.

22. Mitchell GA, Lambert M, Tanguay RM: Hypertyrosinemia, in Scriver CR, Beaudet A, Sly W, Valle D (eds):
The Metabolic and Molecular Bases of Inherited Disease, 7th ed. New York, McGraw-Hill, 1995, p 1077

23. Giguere vy, Berthier MT. (2017) Newborn Screening for Hereditary Tyrosinemia Type | in Québec:
Update. In: Tanguay R. (eds) Hereditary Tyrosinemia. Advances in Experimental Medicine and Biology, vol 959.
Springer, Cham

24. Khanna Rajeev, Verma Sanjeev Kumar. Pediatric hepatocellular carcinoma. World J Gastroenterol. 2018
Sep 21; 24(35): 3980 - 3999. Published online 2018 Sep 21. doi: 10.3748/wjg.v24.i35.3980

25. Bartlett DC, Lloyd C, McKiernan PJ, Newsome PN. Early nitisinone treatment reduces the need for liver
transplantation in children with tyrosinaemia type 1 and improves post-transplant renal function. J Inherit Metab Dis.
2014 Sep; 37(5): 745 - 52. doi: 10.1007/s10545-014-9683-x

26. Dubois J, Garel L, Patriquin H, Paradis K, Forget S, Filiatrault D, Grignon A, et al: Imaging features of type
1 hereditary tyrosinemia: A review of 30 patients. Pediatr Radiol. 1996; 26: 845.

27. Mitchell GA, Larochelle J, Lambert M, Michaud J, Grenier A, Ogier H, Gauthier M, et al: Neurologic crises
in hereditary tyrosinemia. N Engl J Med. 1990; 322: 432.

28. Strife CF, Zuroweste EL, Emmett EA, Finelli VN, Petering HG, Berry HK: Tyrosinemia with acute
intermittent porphyria: Aminolevulinic acid dehydratase deficiency related to elevated urinary aminolevulinic acid
levels. J Pediatr. 1977; 90: 400

29. Glorieux FH: Rickets, the continuing challenge. N Engl J Med. 1991, 325: 1875.

30. Lindblad B, Fallstrom sp, HOYyer s Nordborg C, Solymar L, Velander H: Cardiomyopathy in
fumarylacetoacetase deficiency (hereditary tyrosinaemia): A new feature of the disease. J Inherit Metab Dis. 1987;
10: 319.

31. Chinsky J. M., Singh R., Ficicioglu C. et al. Diagnosis and treatment of tyrosinemia type I: a US and
Canadian consensus group review and recommendations Genet Med. 2017 Dec; 19(12)

32. Jeffrey M Chinsky, MD, PhD, Rani Singh, PhD, RD, Can Ficicioglu, MD, PhD, Clara D M van Karnebeek,
MD, PhD, Markus Grompe, MD, Grant Mitchell, MD, Susan E Waisbren, PhD, Muge Gucsavas-Calikoglu, MD,
Melissa P Wasserstein, MD, Katie Coakley, PhD, RD, and C Ronald Scott, MD Diagnosis and treatment of
tyrosinemia type I: a US and Canadian consensus group review and recommendations Genet Med. 2017 Dec; 19(12)

33. https://lemedicine.medscape.com/article/949816-workup

34. Faix, J. D. (2013). Biomarkers of sepsis. Critical Reviews in Clinical Laboratory Sciences, 50(1), 23 - 36.
doi: 10.3109/10408363.2013.764490

35. Pierrakos C, Velissaris D, Bisdorff M, Marshall JC, Vincent JL. Biomarkers of sepsis: time for a reappraisal.
Crit Care. 2020 Jun 5; 24(1): 287

36. Deirdre A. Kelly (Editor)Diseases of the Liver and Biliary System in Children, 4th Edition ISBN: 978-1-119-
04690-5 March 2017 Wiley-Blackwell 648 Pages



37. Development of newborn screening connect (NBS connect): a self-reported patient registry and its role in
improvement of care for patients with inherited metabolic disorders. Orphanet J Rare Dis. 2017 Jul 19; 12(1): 132,
https://depts.washington.edu/tyros/pdfs/New_Parents_Guide_to_Tyrosinemia.pdf

38. Nissenkorn A, Korman SH, Vardi O, Levine A, Katzir Z, Ballin A, Lerman-Sagie T. Carnitine-deficient
myopathy as a presentation of tyrosinemia type I. J Child Neurol. 2001 Sep; 16(9): 642 - 4

39. Lisa Sniderman King, MSc, CGC, Cristine Trahms, MS, RD, and C Ronald Scott, MD. In Adam MP,

Feldman J, Mirzaa GM, et al., editors. Seattle (WA): University of Washington, Seattle; 1993 - 2024 GeneReviews®
[Internet]. Available from: https://www.ncbi.nlm.nih.gov/books/NBK1515/

40. de Laet C, Dionisi-Vici C, Leonard JV, McKiernan P, Mitchell G, Monti L, de Baulny HO, Pintos-Morell G,

Spiekerkotter . Recommendations for the management of tyrosinaemia type 1. Orphanet J Rare Dis. 2013 Jan
11;8:8

41. Barnby E. Tyrosinemia type 1: an overview of nursing care. Pediatr Nurs. 2014 Mar-Apr; 40(2): 61 - 8, 90.
PMID: 24941508

42. Dawson C, Ramachandran R, Safdar S, Murphy E, Swayne O, Katz J, Newsome PN, Geberhiwot T. Severe
neurological crisis in adult patients with Tyrosinemia type 1. Ann Clin Transl Neurol. 2020 Sep; 7(9): 1732 - 1737.
doi: 10.1002/acn3.51160. Epub 2020 Aug 21. PMID: 32820610; PMCID: PMC7480904

43. Neeleman RA, Wilson JHP, Wiliams M, Langendonk JG. Heme as an initial treatment for severe
decompensation in tyrosinemia type 1. Genet Med. 2020 Feb; 22(2): 437 - 438. doi: 10.1038/s41436-019-0658-z.
Epub 2019 Oct 1. PMID: 31570800

Mpunoxexune A1

COCTAB
PABOYEW MPYNMbI MO PA3PAGOTKE U MEPECMOTPY
KIMHUYECKUX PEKOMEHOALMN

1. AHncmumoBa VHra BagmmoBHa, K.M.H., 3aBeaytoLlas oTAeNoM opraHMsaumm MegMuuHCKON NOMOLLM, BpaY-
reHeTuk ®IBHY "Meguko-reHeTMYecKUA HayyHbI LeHTp uMm. akagemwuka H.M. Boukosa", uneH Accounauun
MEANLIMHCKMUX FEHETUKOB

2. baraeBa MapgneHa OHBEpOBHA, K.M.H., CTapliMiA Hay4HbI COTPYOHUK OTAENeHus neguaTpuyeckon
racTpoaHTeponorum, renatonorum n aunetonorun Knuuimkm ®reyH "OWL nutaHmns n buotexHonorun”

3. barpakosa NanuHa BukTopoBHa, K.6.H., BeOQywWWi Hay4HbIV COTPYOHUK nabopaTopum HacnencTBEHHbIX
b6onesHen obmeHa PIBHY "MeOuko-reHETUYMECKMIA Hay4yHbIA LEHTPp uMM. akagemuka H.IM. BoukoBa", uneH
Poccuiickoro obuiectBa MeAULIMHCKUX FEHETUKOB.

4. bapaHoB AnekcaHap AnekcaHapoBud, akagemunk PAH, npodeccop, a.M.H.; MNoveTHbi npe3naeHT Cotosa
negmatpoB Poccun, coseTHuk pykooamTtens HUW neagnatpum n oxpaxbl 3goposbs geten HKL N 2 ®I'BHY "PHLX
um. akagemuka b.B. MeTtposckoro”, npodeccop kadeapbl neanatpum n getckon pesmaronorum ®rAQY "Mepsbin
MIMY um. .M. CeueHoBa" MuH3agpasa Poccun (CedeHOBCKUn YHUBEPCUTET), MMaBHbIA BHELWTATHbIA crneyuanuct
negnatp MuHsgpasa Poccun

5. bywyeBa TatbsiHa BnagumupoBHa, g.M.H., ®[AY "HayuHbli MeOUUUHCKMIA UccneaoBaTenbCKUA LIEHTP
3gopoBbs geten” M3 PO,

6. Bawakmagse Hato [xymbepoBHa, 4.M.H., AoUeHT kadenpbl dakynbTteTckon neguatpum Ne ¢reoy BO
PHUMY nmenn H.W. NMuporoea, HUW neanatpumn n oxpansbl 3goposbs geten HKLL N 2 ®IrBHY "PHLX nm. akagemuka
B.B. lNeTpoBckoro", uneH Cotosa negmatpoB Poccun.



7. 'ynpobuHa Onbra CtaHMcnaBOBHA, K.M.H., B.H.C., Bpay-ractpoaHTeponor HAW negmaTtpum n oxpaHbl
3gopoBbs geten HKL N 2 ®I'BHY "PHLIX nm. akagemuka b.B. MeTtpoBckoro”, unen Cotosa neguatpoB Poccun

8. [ertapea AHHa BnagnmupoBHa, 4.M.H., npodeccop, Bpay BbICLIEN KaTeropuu, 3aBegytollaa oTAenom
negnatpuu, ®roY "HMUL akywepcTsa, ruHekonorum n nepuHatonormum um. Ak. B.W. Kynakosa"

9. XXypkosa Hatanua BsgyecnaBoBHa, K.M.H., BeOyLiMn HaydHbln coTpyaHuk HUW neamatpum mn oxpaHbl
3gopoBbs getent HKL N 2 ®I'BHY "PHLX nm. akagemuka b.B. NeTposckoro”, uneH Coto3a neguatpoB Poccuu, yneH
Accoumaumm MeanumHekmx reHetukoB (AMIN) mailto:annadim@yahoo.com

10. 3axapoBa EkatepuHa KOpbeBHa, A.M.H., 3aBefytoLlasa nabopaTopmein HacneacTBEHHbIX bonesHen obmeHa
®rbHY "Meauko-reHeTMdecknin HaydHbld UeHTp uMm. akagemwuka H.[. Boukosa", uneH Poccuiickoro obuiectsa
MEeOMLMHCKUX TEeHEeTUKOB, YNeH eBpOMenckoro obliecTBa MO M3y4YeHWO HacneacTBeHHbIX GonesHen obmeHa
BewecTB (SSIEM).

11. KoHgakoea Onbra bopucoBHa, K.M.H., Bpa4-reHeTuk ®PrAY "HayudHblil MEOULMHCKUIA UCcrneaoBaTenbCKni
LueHTp 3aopoBbs geten" M3 PO

12. KyueB Cepren VMBaHoBuY, akagemuk PAH, o.m.H., gupektop ®IBHY "Meanko-reHeTU4ECKUn Hay4HbIN
LeHTp uM. akagemuka H.I. boykoBa", Npe3naeHT Accoumanmm MeguUNHCKUX reHETUKOB.

13. JlaBpoBa Anna EBreHbeBHa, A.M.H., MAaBHbIN HayYHbIA COTPYAHWK, Bpad BbICLLUEN KBaNMGUKALMOHHOM
Kateropun no cneumansHoctn "lMegmaTtpusa”, 3aBegyowlas 2-m neguatpudeckum otgeneHuem, OreoOy BO
"MpurBOMKCKMI CCNeaoBaTENbCKUA MeOULNHCKUA yHuBepcuTteT" M3 PO

14. Muxannosa CseTnaHa ButanbeBHa, A.M.H., 3aBeaywowas otgeneHunem ®IBY "Poccuiickas [etckas
KnuHuyeckasa bonbHuua" M3 P®.

15. MoBcucsH Noap bopucoBHa, K.M.H., Bpad otaeneHns ractpoaHteposiornm ®IrAY "HayyHblin MeanumnHCKmii
nccrnegoBaTenbCkun LEHTP 3gopoBbs geten" M3 PO

16. HasapeHrko Jliogmuna lMaenosHa, npodeccop, A.M.H., 3aMeCcTUTeNb AMPEKTOPa MO Hay4yHOW u nedyebHon
paboTe, pykoBoauTenb nabopaTopun HacneacTBeHHon natonorum HAW megmumHckon reHeTtunkn, Tomckoro HAML],
PAH, unen Accounaunm MeguunHCKmMx reHeTukos (AMI).

17. HamasoBa-bapaHoBa Jlenna CenmypoBHa, akagemuk PAH, npodeccop, a.M.H., lNpe3angeHt Cotosa
neguatpoB Poccuu; nact-npesngeHt EPA/UNEPSA; pykosogutens HUW negmaTtpmm v oxpaHbl 340pOBbS OeTEN
HKL N 2 ®I'bHY "PHLUX um. akagemuka B.B. lNeTpoBckoro”, 3aBenyowasn kadenpon gakynbTeTCKON negnarpum
negunatpuyeckoro pakynbteta ®r60Y BO "PHUMY mm. H.U. MNuporoea" MuHsgpasa Poccuu, rmaBHbIN BHELUTaTHbIV
OEeTCKMI cneuunanucT no npodunakrudeckon megnumHe MmHsgpasa Poccun

18. Hukonaeea EkatepuHa AnekcaHgpoBHa, O.M.H., npod., 4neH Poccuiickoro obuiectea MeguLMHCKUX
reHeTUKoB

19. Nawkosa NpuHa EBreHbeBHa, K.M.H., 3aBeayloLlas neamaTpuyeckum otaeneHnem OrbY "HaumoHanbHbIN
MeOMLMHCKUA nccrefoBaTeNbCKUM LEHTP TPAHCMNAHTOMNOMMN U UCKYCCTBEHHLIX OPraHoB MMeHU akagemuka B.W.
LlymakoBa"

20. MNepByHuHa TaTbaiHa MwuxainoBHa, K.M.H., Oupektop WMHCTMTyTa nepuHatonoruu u neguatpum, Orby
HMUL, um B.A. Anmazosa M3 P® mailto:ptm.pervunina@yandex.ru

21. lMevaTHnkoBa Hatanba JleoHngoBHa, Bpayv-HeBpoOnor, 3aseayowmn otaeneHnem, Mopososckas OIKB
O3M

22. MorocsH Hennu CepreeBHa, npeactasmTens Becepoccuiickoro obuiectsa opgaHHbIX 3aboneBaHuin
23. MNMonsakosa CeeTtnaHa NropesHa, 4.M.H., npodeccop kadeapbl rocnMTansHON neaunaTpum UMm. akagemmka

B.A. TabonuHa lMegunatpudeckoro gakynbteta POCCUIACKOro HaLMOHanbHOro UCCeaoBaTeNbCKOro MeANLMHCKOro
yHusepcuteTa (PHVUMY) um. H.W. Muporosa, r. Mockea



24. MNMotanos AnekcaHap CepreeBud, A.M.H., npodeccop, oTaeneHue ractpoaHteponorun OrAY "HayuHbin

MeLMLMHCKUI nccriegoBaTenbCckuii LeHTp 3qopoBbs aeten”" M3 PO, kadeapbl negnatpum n 4eTCKOM pEBMATONOrm
®rAQOY "Mepebit MITMY nm. .M. CeuveHoa" MuHagpasa Poccum (CeyeHOBCKUI YHUBEPCUTET)

25. MywkoB AnekcaHap AnekceeBud, K.0.H., BEAYLWUA Hay4HbIA COTPyAHUK nabopatopun MeauLMHCKON
reHoMukn ®IrAY "HayuHbln MeanUmMHCKMA nccneaoBaTenbCkuin LLeHTp 340poBbsa aeten” Munsgpasa Poccuu, uneH
Accoumaumm MeguumnHCKUX reHEeTUKOB

26. PenvHa CeeTnaHa AdaHacbeBHa, K.M.H., Bpay-rTeHeTMK oTherna opraHusauum MeaMUMHCKOM MOMOLLM
®IBHY "Meaunko-reHeTUYeCKUn HayYHbIn LeHTp nM. akagemuka H.IM. Boykosa"

27. CasoctbsaHOB Kupunn BuktoposBuy, A.6.H., HayanbHUK Meguko-reHeTU4ecKoro LieHTpa, 3aBeayoLini
naboparopuen meguumHckon reHomukn SrAY "HMUL sgoposbs aeten” Munsgpaea Poccum, npodeccop kadeapbl
negnatpum n obwectBeHHoro 3gopoBbs PIrAY "HMUL 3gopoBbs geten” MuHsgpaBa Poccuu, unen accoumaumm
MEANLIMHCKNX FEHETUKOB

28. CeutoBa 'ynbHapa HapumaHoBHa, K.M.H., rnaBHbIn Bpa4y Meaunko-reHeTudeckoro ueHTtpa (F'eHeTuyeckom
knuHukn) HAW meguunHckon reHeTtukn, Tomckoro HAMLL PAH

29. Ceupugosa Banepusa BanepbeBHa, Bpay-reHeTVMK oTAena opraHu3aumm meguuuHckon nomowm GreHY
"MeOunko-reHeTUYECKNA Hay4vHbIA LeHTp nMm. akagemuka H.INM. BoykoBa", M.H.c nabopatopumn myTtareHesa ®IEHY
"Meaunko-reHeTUYECKUIN HaY4YHbIN LEHTP UM. akagemuka H.I. boykosa"

30. CenumssiHoBa Jlunua PoGepToBHa, K.M.H., BEAYLUMA Hay4vHbIn coTpyaHuk HWW negnatpum n oxpaHbl
3goposbs geten HKL N 2 ®IBHY "PHUX um. akagemuka B.B. lNeTpoBckoro", goueHT kadeapbl negnatpum u
aetckon pesmatonormm OrAOY "lMepebin MIMY um. U.M. CeueHoBa" MwuH3gpasa Poccum (CeyeHOBCKMM
YHuBepcuter)

31. CmupHoBa Onbra fkoBneBHa, Bpay-reHeTUK, CTapLUMi Hay4HbI COTPYOHWK OTAeNna cTtaHaapTu3auun u
N3y4YeHns OCHOB AokasaTtenbHon meauumHel HW negnatpum n oxpaxbl 3goposbs geten HKL N 2 ®I'BHY "PHLUX
nm. akagemuka b.B. MNeTtposckoro”, uneH Cotosa neguatpos Poccuu, yneH Accoumaumm MeamuuHCKMX reHETUKOB

32. CtpokoBa TaTtbsiHa BuktopoBHa, 4.M.H., npodeccop PAH, 3aBeayowasa otaeneHnem neguatpuyeckomn
racTpoaHTeponoruu, renatonornm n auetonorun Knunukmn ®reyYH "ONL nutaHma n buotexHonornn”

33. Cy66otmH Omutpuin Muxamnosud, Bpay-reHeTuk ®IBHY "Meanko-reHeTUHeCKUn HaydHbI LIEHTP MM.
akagemuka H.I. boykoBa", uneH Accoumaunm MeanUUHCKUX reHeTUKOB

34. CypkoB AHgpen Hwukonaesud, O.M.H., 3aBegylolMA OTAENEHUEM racTPO3HTeponorm Ans peteu
cTauuoHapa Ansa getewn, 3aBedyloLUiA OTAENOM Hay4HbIX OCHOB [OETCKOW racTpOSHTeponornu, renatonorun u
meTabonuyeckux Hapywenun HAW negmatpum n oxpanel 3gopoBbs getert HKL N 2 ®FBHY "PHUX vm. akag. B.B.
MeTposckoro", npodpeccop kadenpbl pakynbTeTCKOW neauaTpun negmatpuyeckoro dgakynbteta ®rAOY BO
PHUMY um. H.W. Muporosa Munsgpaea Poccuun, uneH Cotosa negunatpos Poccum

35. TenaeB Pyctam ®apmpoBuy, A.M.H. 3aBedylOWWA peaHUMauuen u WHTEeHCUBHOW Tepanuu OrAY
"HauunoHaneHbIN MeauUMHCKMA nccnegoBaTenbCkMi LIeHTp 300poBbs AeTen” MuHsgpasa Poccuu, npodheccop
kadenpbl neguatpum n aetckon pesmatonorun OrAQY "Mepsbin MITMY um. .M. CeyeHoBa" MunsgpaBa Poccum
(CeueHoBckun YHuBepcuTeT)

36. PepgoceeHko MapuHa BnagncnaBoBHa, K.M.H., 3aBefylollas OTAenomM pa3paboTky Hay4HbIX NOAXOO0B K
UMMYHM3aLMM NALNEHTOB C OTKITOHEHUSIMU B COCTOSIHMM 300POBbS U XPOHUYECKUMUN BONe3HAMU, BEAYLLNA HAYYHbIV
COTpYAHUK, Bpay-neguatp HAW neanatpum n oxpansl 3goposbs getern HKL N 2 ®I'BHY "PHLUX um. akagemuka b.B.
MeTpoBckoro", ooueHT kadeapbl hakynbTETCKON NeanaTpum neguartpuyeckoro gakynsteta ®reOy BO "PHUMY
um. H.U. MNuporosa" MuH3gpasa Poccun, uneH Cotosa negmatpos Poccun.

ABTOpbI NOATBEPXKAAKT OTCYTCTBME (PMHAHCOBOW NOAAEPKKU/KOH(IMKTA MHTEPECOB, KOTOPbIN HEOBXOAMMO
obHapopgoBartb.



MpunoxeHne A2

METOA0NOMA PA3PABOTKN KNUHWYECKMX PEKOMEHOALMA

LleneBas ayoutopus AaHHbIX KITMHUYECKMX PEKOMEHOaUNN:
- Bpaun-negmnatpel;

- Bpaymn-tepanesThbl

- Bpaun obLLelt cCeMeNHOM NPaKTUKKN (CeMenHast MeanunHa);
- Bpa4n-racTpo3HTEPONOry;

- Bpaun-reHeTuKu;

- Bpaun-aneTonory;

- Bpa4n-HEeBpPOIory;

- Bpa4yn-OHKOMoruy;

- BPA4M-OHKOMOrN AEeTCKUE;

- MEANLMHCKNE NCUXOSONK;

- CTyAeHTbl MeamumHcknx BY30B, MHTepHbI, opauHaTopsl;

Tabnuua 3. LWkana oueHKkM ypoBHeW O0CTOBepHOCTU AokasatenscTtB (YO[) ond mMeTogoB AMarHOCTMKW
(onarHocTMyeckmx BMeLLaTenbCTB)

yan Pacwndposka

1 CuctemaTnyeckne 0630pbl MCCregoBaHUA C KOHTpPOneM pedepeHCHbIM MeToAOM WMv
cucTemMaTnyeckmii 063op paHAOMU3MPOBAHHbBIX KIMMHUYECKUX UCCIEA0BaHUN C NPUMEHEHNEM
MeTaaHanusa

2 OTpenbHble WCCNedoBaHWA C KOHTporiem pedepeHCHbIM MeToAOM WnWM  OTAefNbHble

paHOOMN3NPOBAHHbIE KIMNHN4yecKkune ncecnenoBaHuAa n cucremaTtun4eckmne 0630pr
uccnegoBaHui noboro amsaliHa, 3a MCKIYEHUEM PaHOOMU3NPOBAHHbLIX KITMHUNYECKUX
nccrnegoBaHui, ¢ npuMeHeHnem MeTaaHanmsa

3 WccnepoBaHna 6e3  nocrefoBaTeNlbHOrO  KOHTPONS  pedepeHCHbIM  MeTodoM  MNu
uccriegoBaHWs C  pedepeHcHbIM  METOLOM, He SBMSIOWWUMCS  HEe3aBUCUMbIM - OT
uccregyeMoro MeTofa Unu HepaHZOMU3NPOBaHHbIE CPABHUTENbHbLIE UCCMELOBAHNUS, B TOM
yucre KoropTHble UCCNeNOBaHMs

4 HeCpaBHI/ITeJ'IbeIe nccnenoBsaHua, onncaHne KnmHNn4Yeckoro cnyyas

5 MmeeTcsa nuwb 060cHOBaHWE MexaHu3mMa AeNCTBUS UNN MHEHNE 9KCMnepToB

Tabnuua 4. lkana oOueHKM YpOBHEW LOCTOBEPHOCTM Aoka3datenbcTB (YOLO) Anst MeTodoB NPodUIakTUKK,
neyeHus n peabunutauum (NponNakTNYeCKmx, nevebHbix, peabunnTaLMoHHbIX BMELLATENbCTB)

yon PacumndpoBka

1 CuctemaTundeckuit 063op PKU ¢ npumeHeHnemM meTaaHanusa




2 OtpenbHble PKW n cucrtematuveckne o630pbl mccnegoBaHun nwboro amsanHa, 3a
ucknovyeHnem PKW, ¢ npumeHeHnem meTtaaHanusa

3 HepaHﬂOMVI3I/IpOBaHHbIe CpaBHUTEN1bHbIE UCCNeaoBaHuA, B T.4. KOTOPTHbIE UCClegoBaHNA

4 HecpaBHuTenbHbIE NCCNegoBaHNs, ONMMCaAHUE KIMHWMYECKOrO Cryvasl UM cepuv cryyaes,
nccrnegoBaHms "cnyyvamn-KoHTposnb"

5 Mmeetca nuwb obocHOBaHME MexaHu3mMa [AeWCTBMS BMellaTenbCTBa (OOKNUHUYECKMEe
nccneaoBaHus) UM MHEHME SKCMEPTOB

Tabnuua 5. LWkana oueHkn ypoBHen ybeamutensHocTu pekomeHgauun (YYP) ons metoaoB npodunakTmkuy,
ONarHOCTUKK, neYeHns n peabunutauum (MpodunnakTUYecKnx, AMarHoCTMYeckmx, nevebHolx, peabnnutaumoHHbIX
BMeLIaTenbLCTB)

YYP Pacwudpoeka

A CunbHasi pekomeHgauus (Bce paccMaTpuBaemble KpuTepun adpdeKTUBHOCTM (Mcxopbl)
SIBNSAIOTCA BaXKHbIMW, BCE WCCNEAOBaHMS MMET BbICOKOE WIU YOOBIEeTBOPUTESIbHOE
METOJONIOrMYEecKkoe KayecTBO, MX BblBOAbl MO MHTEPECYIOWMM UCXO4aM  SIBMSAOTCS
COornacoBaHHbIMM)

B YcnoBHas pekoMmeHgaums (He Bce paccmaTtpuBaemble Kputepumn apdeKkTMBHOCTU (MCXoabl)
ABMSAIOTCA BaXXHbIMW, HE BCE WCCNefoBaHWs MMEKT BbICOKOE UMW YAOBNEeTBOPUTENbHOE
METOA0MOMMYeCcKkoe KayecTBo W/nnm ux BblBOAbl MO NHTEPECYIOLLMM UCXO0O4AaM HE ABNSAKTCS
COrnacoBaHHbIMW)

C Cnabas pekomeHaauusa (OTCYTCTBME [OKa3aTeNnbCTB Haanexawlero kadectsa (Bce
paccmartpuBaemble KpuTepum 3EPEKTUBHOCTU (MCXOAbl) SABMASKOTCA HEBaXHbIMU, BCE
nccnenoBaHUs UMET HU3Koe MeTOA0NOMMYEeCKoe Ka4eCTBO U UX BbIBOALI NO UHTEPECYIOLLMM
ncxopam He SIBMSIOTCS COrnacoBaHHbIMM)

I'Iopa.qox OGHOBIEHUA KITMHUYECKUX peKomeHnauMﬁ.

MexaHn3m OOHOBNEHUS KITMHNYECKUX PEKOMEHAALMI NpeayCcMaTpmBaeT UX CUCTEMATUYECKYHO aKTyannsaumo
- He pexe 4YeM OOuH pas B TpW roda, a Takke nNpu NosiBfIeHUM HOBbIX AaHHbLIX C MO3MUMK AoKa3aTeNbHON MeauLUHbI
no BOMpocamM AMarHoCTUKW, NeyveHusi, NPodunakTuKM 1 peabunuTaumm KOHKPETHbIX 3aboneBaHuK, Hanuuum
060CHOBaHHbIX JOMOMHEHWIA/3ameyaHnii K paHee yTBepXaeHHbIM KP, Ho He Yalle 1 pa3a B 6 MecsiLeB.

MpunoxeHne A3

CMPABOYHbIE MATEPUAIDI,
BKIIIOYASA COOTBETCTBUE NOKA3AHMA K NPUMEHEHUIO
U NPOTUBOMNOKA3AHUI, CTOCOBOB MPUMEHEHUA U 003 NEKAPCTBEHHbIX
NMPENAPATOB, MHCTPYKLIUX NO NPUMEHEHUIO
JIEKAPCTBEHHOI'O MNMPEMNAPATA

1. Npwuka3 MyuHUCTEpCTBa 3a4paBOOXpPaHEHMs 1 coumarnbHoro passutus P® ot 16 anpensa 2012 r. N 366H "O6
yTBepxaeHuu MNMopsaka okasaHUa neaMaTpu4eckon nomoLun”


https://login.consultant.ru/link/?req=doc&base=LAW&n=358711&dst=100009

2. Mpukas MunHsgpasa Poccun ot 21.04.2022 N 274H "O6 yTBepxaeHumn lNMopsaka okazaHUs MeauLMHCKON
NMOMOLLM MaumeHTam C BPOXAEHHbIMU U (MNnN) HacneacTBEeHHbIMKU 3aboneBaHnsamn”

3. [ocynapCcTBEHHbIN peecTp nekapcTBeHHbIX cpeacTs: https://grls.rosminzdrav.ru

OCHOBHble HOPMaTUBHO-MpPaBOBble aKTbl, pPerynupylolme okKasaHuve nannaMaTMBHOM MeOULMHCKOM
nomoLuun

1. ®epepanbHbin 3akoH "O BHeceHMM nameHeHun B PepepanbHbii 3akoH "O0 oCHOBax OXpaHbl 340POBbSI
rpaxkgaH B Poccuiickon ®eagepauumn” no Bonpocam okasaHusi nannuaTueBHON meauumHckor nomoln” ot 06.03.2019
N 18-93.

2. MNpukasz MuH3sgpaBa Poccum N 345H, MuHtpypga Poccum ot 31.05.2019 N 372H "O6 yTBepxaeHun
NnonoXeHnst 06 opraHn3auumn okasaHus NanIMaTMBHON MEeANLMHCKOM NOMOLLM, BKItoYas NopsiAoK B3aMMOAENCTBUS
MEeOMLMHCKUX OpraHM3auui, OpraHusauuin coumarnbHOro OOCNYXXMBaHWS U OOLECTBEHHbLIX 00beAUHEHWI, WHbIX
HEKOMMEPYECKNX OpraHn3aLnii, OCyLLIECTBASIOLNX CBOKO AEATENBHOCTb B cchepe oxpaHbl 340poBbs”.

3. MNpukas MuHsgpaBa Poccun N 348H ot 31 mas 2019 roga "O6 yTBepXOEHUN NEPEYHs MeOULMHCKUX
n3nenunin, npegHasHadeHHbIX AN NoaaepKaHusi opraHoB U CUCTEM OpraHvM3ma YenoBeka, NpeaocTaBnseMblx Anst
NCNonb3oBaHWsa Ha AoMy".

4. Mpukas MuHsgpaBa Poccum N 505H ot 10 monga 2019 roga "O6 ytBepxaeHuu Nopsgka nepegadnm ot
MEeOMLMHCKOW OpraHm3aumm naumeHTy (ero 3aKkoHHOMY NPeACTaBUTEN) MEOULMHCKMX U3AENWI, MpegHa3Ha4YeHHbIX
Onst nogaepXaHusa YHKLMIA OpraHoB 1 CUCTEM OpraHu3ma 4YenioBeka, AN UCMNOob30BaHMS Ha JOMY NPW OKa3aHuK
nannuaTMBHOW MeaULMHCKOW nomoLm"”.

5. Mpukas M3 PP N 831 ot 3 oktabpsa 2019 roga "O6 yTBepxaeHUN BEOOMCTBEHHOW LEeneBon nporpaMmbl
"Pa3Butne cuctemMbl oKkaszaHusa naninaTtMBHON MeaULIMHCKOM noMmoLn”.

Mpouve HOpMaTMBHO-NPaBOBbLIe AOKYMEHTbl, C Y4YeTOM KOTOpbIX pa3paboTaHbl KAWHUYECKUe
peKkomeHaaumm:

1. ®epepanbHbli 3akoH OT 21 Hos6psa 2011 r. N 323-d3 "O6 ocHoBax OxpaHbl 340POBbS rpaxaaH B
Poccuiickon ®egepauunn” (CobpaHne 3akoHogatensctBa Poccuiickon ®egepauun, 2011 r., N 48, c1. 6724);

2. MexpgyHapogHas knaccudukaums bonesHen, TpaBM U COCTOSHUM, BAuaALWmMX Ha 3goposbe (MKB-10);

3. MNpukaz M3 PO ot ot 02.05.2023 N 205H O6 yTBEpPXOEHWUM HOMEHKNATYpbl OOJPKHOCTEN MEAMLIMHCKMX
paboTHMKOB 1 hapMaLEeBTUYECKUX PAOOTHUNKOB.

4. Mpukaz M3 P® ot 23 miona 2010 r. N 541H. EgnHbIn KBannrKauMOHHbBIA CAPaBOYHMK OOIMKHOCTEN
pykoBoauTenewn, cneunwanuctoB W chyxawmx, pasgen KsanudukauMoHHble XapakTepuCTUKW [AOSDKHOCTEW
paboTHUKOB B chepe 34paBOOXpPaHEHMS.

5. ®egepanbHbi 3akoH OT 25.12.2018 N 489 489-03 "O BHeceHuM nameHeHui B ctatbto 40 depepanbHoro
3akoHa "O6 obsi3aTenbHOM MeAMUMHCKOM cTpaxoBaHun B Poccuiickon ®epepauun” n degepanbHbeii 3akoH "O6
OCHOBax OXpaHbl 300p0oBbs rpaxkaaH B Poccuickon ®egepauun” no Bonpocam KNMHUYECKMX pekomeHgaumin".

6. MNMpuka3 Munsgpasa Poccum N 103H ot 28.02.2019 r. "O6 yTBEpXOeHMM nopsaka U CPOKoB pa3paboTku
KNMMHUYECKUX PEKOMEHZALMIN, UX NepecMoTpa, TUNOBON (POPMbI KITMHUYECKUX PEKOMEHAaUUn 1 TpeboBaHU K ux
CTPYKTYpE, COCTaBy M Hay4HOW 0OOCHOBAHHOCTU BKITHOYAEMOW B KITMHUYECKME pekoMeHaaunm nigopmarmmn”.

7. Npwukas Munsgpasa Poccum ot 13.10.2017 N 804H "O6 yTBEpPKOEHUM HOMEHKNATYPbl MEANLIMHCKMX yCnyr".

8. MNpukas MuHncTepcTBa Tpyaa v counansHom 3awmTel PO ot 27 aBrycta 2019 . N 585H "O knaccudmkarmsax
N KPUTEPUSIX, MUCMONb3yeMbIX MPWU OCYLLECTBEHUM MEAMKO-COLMAIbHOM 3KCMEepTU3bl rpaxpaH deaepanbHbIMU
rocygapcTBEHHbIMU YYpEXAEHUSAMU MEANKO-CoLManbHOM aKCnepTuab!";

9. MNpwukas MuHsgpasa Poccun (MuHuctepctBo 3apaBooxpaHeHms P®) ot 24 Hosbpsa 2021 r. N 10941 "O6
yTBepxaeHun MNopsagka HazHayeHWs NekapCcTBEHHbIX NpenapaTos, popM peLenTypHbIX OraHKOB Ha feKapCTBEHHbIE
npenapatbl, [Nopsagka odopmneHus ykasaHHbix OMnaHKoB, MX ydeTa U XpaHeHus, dopm 6raHKkoB peLenToB,
cogepXalux HasHayeHne HapKOTUYECKUX CPEeACTB MMM MCMXOTPOMHbIX BellecT, [lopsigka WX M3roToBneHMS,
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pacnpegeneHus, permcTpauun, ydeta n xpaHeHusi, a Takke Npasun odopmneHuns 6naHkoB peLenToB, B TOM Yucrne
B (hopme 3NEeKTPOHHbIX AOKYMEHTOB"

10. MNpwukas MuHUCcTepcTBa 3a4paBoOXpaHEHUst U coumnanbHoro pa3suTtusa Poccuiickon ®egepauum "O nopsgke
NPUMEHEHUS NeKapCTBEHHbIX CPEACTB Y O0MbHbIX MO XN3HEHHbIM Noka3aHuam" ot 9 aBrycta 2005 r. N 494

11. MNMepeyeHb cneunanu3anpoBaHHbIX NPOAYKTOB nedyebHoro nutaHusa ang geten-nHsanvaoB Ha 2024 rof,
yTBEPXAEHHbIN pacnopsxeHuem MNpasutensctBa Poccuickon degepaumm 11.12.2023 N N 3551-p

Mpumepbl hopmMynupoBKK ANarHo3oB

- HacnepctBeHHas TuposuHemuss 1 A Tuna (OCTpOe TEYEHUE), OCMOXHEHHOE OCTPOM MEeYEeHOYHON
HeoCTaTOYHOCTbIO, BUTaMuH K 3aBuCMMOW KoarynonaTuen, OCTPOW MoCcTreMopparnyeckon aHemmen Ha doHe
KaTacTpoU4eCcKkoro KpOBOTEYEHUS  (CBEpLUMBLUEECST KPOBOTEYEHME M3  OCTPOM  £A3Bbl  Xenyaka U
BHYTPWXXENyO404KOBOE).

- HacneacteeHHas TMpo3nHemust 1 A Tvna (OCTpPoe TeYeHMe), OCMOXKHEHHAs LMPPO30M NeYeHn, BUTaMunH-1-
PEe3NCTEeHTHbIM pPaxmTomMm, HenornHbiM CUHOPOMOM CbaHKOHVI. D,I/IHaMI/I‘-IeCKaﬂ HEenpoxoanMocCTb TOJ'ICTOVI KMLLKW.
Cencuc.

- HacneagctBeHHas TuposuHemus 1 B Tuna (XpoOHMYECKOe TeyeHue), OCMOXKHEHHas LUppO3OM MNeYeHwu,
nopTanbHON rmnepTeHanen, gedopmanms Kocten ckeneta Ha oHe NoMHOro cuHapoma PaHKoHM.

- HacneactBeHHas TuposnHemna 1 b Tuna (XpoHWYeckoe TeuveHwe), OCMOXHEHHOEe renaToLensonapHON
KapunHOMOM NpaBon JONu neyeHn u pmbposom nevenn [1, 4, 10].

PacwucpoBka npumeyaHum

** _ nekapCTBEHHbIN Npenapart, Bxoaawun B PacnopsikeHue Mpasutensctea PP ot 12.10.2019 N 2406-p (peg.
ot 09.06.2023) "O6 yTBEPXOEHUN NEPEYHS KNU3HEHHO HEOOXOOUMbBIX M BaXKHEWLLNX NIEKApPCTBEHHbLIX NpenapaTtos, a
TaKke nepeyvHen NeKapCTBEHHbIX npenapatoB AN MEAWMUMHCKOro MPUMEHEHUS U MUHMMAIbHOrO acCopTUMEHTa
NeKapCTBEHHbIX NpenapaToB, HEOH6XOAMMbIX AN OKa3aHUA MeULMHCKOM noMoLmn”

# - lNpyMmeHeHne nekapCTBEHHOro npenaparta B COOTBETCTBMM C MokasaTensMu (XapakTepuctukamu), He
yKa3aHHbIMW B MHCTPYKLMK No ero npumeHeHuto (off-label), ocyectenserca no pelieHuto BpadebHom KoMmccum npu
YCNOBUU NOANNCAHHOIO MHADOPMUpPOBaHHOro JobpoBonbHoro cornacus (cornacHo ®3 N 323-®3 o1 21.11.2011 1. ¢
N3MEeHeHNsIMN).

*% . MeQUUMHCKOE U3Oenve, MMMNIaHTUPYeMOe B OpraHMam YerioBeka Npy okasaHuy MeauLUMHCKON NoMoLLy B
paMkax nporpammbl rocy4apCTBEHHbIX rapaHTuin 6ecnnaTHOro okasaHus rpaxaaHaM MeguuUUHCKON MOMOLLN;

*rkX . cneumanvM3MpoBaHHbIn NPOAYKT neyebHOro NUTaHms, BKIOYEHHbIM B NepeYeHb CrneLmanm3mpoBaHHbIX
npoaykToB neyebHoro nutaHusa ans geter-uHsanugos ([NepedveHb cneunanvManpoBaHHbIX NPOAYKTOB neyebHoro
nutaHua Ona geter-uHeanuaos Ha 2024 rof, yTBepXAeHHbI pacnopsbkeHuem [pasButensctBa Poccuiickon
®epepaummn 11.12.2023 N 3551-p).

Mpunoxexne A3.1

CXEMA METABOJIMYECKUX NYTEW NPU TUPO3UHEMWUU TUM |
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Puc. 1. MNMymm metabonuama TUpO3MHa (CMMOWHAA NUHUA - HOpPMAanbHbIA NyTb MeTabonuama,
NYHKTUPHbIE - anbTePHATUBHbIN NYTb).

Mpunoxenue A3.2

NOCUHAPOMHBLIA AN®OEPEHLUANBbHbLIV AUATHO3 TUPO3UHEMUW | TUT

Ta6nuua 6. QudchepeHumanbHas gMarHocTuka TuposunHemum | Tuna

Cumntom Bo3MOXHbIN gmnarHo3

MnepTuposnHemusi Bbicokoe coagepxaHue Gernka B paLmoHe
TuposnHemus Il Tuna

TupoanHemus Il Tuna

Opyrve 6onesHn neyexm

'MnepmeTMOHMHEMMS FromMouMCTUHYpUS
HapyweHue meTabonusama MeTMoHUHa
Opyrve 6onesHn nedyeHn

Manakrozemusa Tun 1, 3
HenepeHocUMOCTb (PpyKTO3bI

Bone3Hb HumaHna-nuka Tn A/B
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MpunoxeHne A3.3

NPUHUUMNbI OPFAHU3ALIMM NEYEBHOIO NMUTAHUA NPU TUPO3UHEMUU TUIN |

B Poccuitickon ®epepaunn 3aperncTtpupoBaHbl
3apybexxHOro Npou3BOACTBa Ha OCHOBE aMWHOKUCIOT 6e3 dheHWnanaHuHa v TUpPO3WHa, NpeAaHasHayeHHble AN
nauMeHTOB pasnuuyHoro Bospacta (tabnuvua 7). PacueTr Heobxogumoro kommyecTBa npodykrta MPOBOAMTCS MO

6enKkoBOMY 3KBMBANEHTY

Tabnuua 7. Xumunyecknii coctaB Crneumanm3npoBaHHbIX NPOAYKTOB fevYebHOro nutaHws Onsg nauueHToB

TuposmHemumen | Tun (B8 100 r cyxoro npogykra) <1>

cneunanm3npoBaHHbie MNMPOAYKTbI

HanmeHoBaHue npoaykTa Bernok Kwup, r YrneBogpl, | QHepreTnye | Bospact
(3kB.) T r ckasi npuMeHeHu
LEHHOCTb, A
Kkan

CneunannsmpoBaHHbI  NPOAYKT | 14 23BT.M. 50,3 470 0-12 mec
cyxom ans ONEeTNYECKOro OLMHXK
ne4yebHoro nuTaHns aeten
NepBoOro roga >Xu3HW, OGONbHbIX
TuposuHemuen, "HytpureHn 14-tyr,
_phe"****
CneunanunsmpoBaHHbIn  NpoaykT | 20 18 50,2 443 C 1ropga
cyxom ans ONEeTNYECKOro
ne4yebHoro nuTaHuns aeten

OTe4YeCTBEHHOIo u"




cTaple ogHoro roga, ©0nbHbIX
TMpo3nHemuen, "Hytpuren 20-tyr,

_phe"****
CneunannsmpoBaHHbIn  NpoaykT |40 13,0 31,4 401 C 1ropa
cyxou ans ANeTn4YecKoro

nevebHoro nuTaHm4 aeten
cTapwe ogHoro roga, OGOnbHbIX
TuposmHemuen, "HytpureH 40-tyr,

_phe"****
CneumannsmpoBaHHbIn  NpoaykT | 70 0 4,0 296 C 1ropa
cyxou ans ANeTnyecKoro

ne4debHoro nuTaHm4 aeten
cTapwe ogHoro roga, OGOnbHbIX
Tupo3mHemuen, "HytpureH 70-tyr,

_phe"****
CneunanmsampoBaHHbIn  npogykT | 13,1 23 BTM. 49,5 457 0-12 mec
[eTCKoro ONEeTNYECKoro OUMHXK

neyebHOro nuTaHus AnNs OeTen
nepeoro roga >u3Hun ot 0 go 12
MecCsiLleB B KayecTBe€ OCHOBHOIO
nuTaHus n B KayecTBe
[OOMNOSTHUTENBbHOrO NUTaHUA Ans
petenn go 3 net "TYR AHamukc
WHdaHT" (Npy TMPO3UHEMNM)****

CneunannsmpoBaHHbI  NPOAYKT | 77 0 4,5 326 Oetnn
ANeTn4ecKoro neyebHoro B3pocCrble
nuTaHusa Ons geTen ctaplle roga
"XPHEN TYR TYROSIDON"
("TvpoangoH") (npw
TUPO3UHEMUN)****

<1> - npoaykTbl 3apermcTpyMpoBaHbl Ha TeppuTopunM rocygapctB TamoxeHHoro Coto3a M BKIOYEHbI B
MepeyeHb cneuManuanpoBaHHbIX NPOAYKTOB AN AeTen-MHBanMaoB cornacHo PacnopsbkeHuto [NpaBuTensctea
Poccuiickon ®egepaumm ot 11.12.2023 N 3551-p

Tabnuua 8. PekomeHayemMble HOpMbI NOTpebneHns 6enka Ana 30opoBbiX AeTen pa3nuyHoro BospacTa [2, 3]

BoapacTt RDA CLWIA BO3 (r/kr/cyTkn) EBpocoto3 Poccus
(r/kr/cyTKn) (r/kr/cyTkn)
0 -6 mec 2,2 1,38 - 2,2 (r/kr/cyTku)
6 - 12 mec 1,6 1,21 1,6 2,6 - 2,9
(r/kr/cyTKn)

1-2ropga - - - 36 rlcyT
2 -3ropa - - - 42 rlcyt
1-3ropga 1,2 0,97 11 -
4 -6 net 1,1 0,84 1,0 54 rlcyt
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7 -10 net 1,0 0,8 1,0 63 r/lcyT
Manbunkn 11 - 14 net 1,0 0,79 1,0 75 rlcyt
Manbuukn 14 - 18 net 0,9 0,69 0,9 87 rlcyt
Oesoukn 11 - 14 net 1,0 0,76 0,95 69 r/cyT
Oesoukn 14 - 18 net 0,8 0,64 0,85 76 rlcyT

Tabnuua 9. [JonyctumMoe KOMMYECTBO 3HAYMMbIX aMUHOKMCNOT B NUTaHUW AeTel C HacneACTBEHHbIMU
amMuHoaumgonatumamu [8].

BospacTt geten JonycTumoe Konnm4ecTBO aMMHOKNCOTbI (MI/KI/CYTKM)
®eHnnanaHuH + TMPO3uH MeTnoHuH
0-12 mec 80 25-20
1-3roga 60 15-10
4 -6 net 25-20 10
cTtapwe 7 net 15-10 8

Tabnuua 10. MNMpumep pacyeTa NuTaHUs ans pedeHka 3-x neT ¢ TMpo3MHemuen I-ro Tuna.

Macca Ttena 14 «r [2].

Mokasartenu Pacuert MpumevaHue
O6wee ponyctumoe cytovHoe konmyecTtBo [1,5x14=21r
benka
OO6wee gonycTMMoe cyTo4HOe KonmnyecTso |25 x 14= 350 mr Ha 1 kr maccbl Tena - 25 - 30 mr
deHunanaHnHa + TMPO3UH B CYTKU gonyckaeTtcst eHunanaHvHa
Honyctumoe konunyectBo Genka 3a cyeT|7r1 1 r OGenka cogepxut 50 m™r
€CTEeCTBEHHbIX NPOAYKTOB deHunanaHnHa
KonnuectBo Oenka 3a cuert
crieumanm3npoBaHHoro npoaykra HyrtpureH 21-7=14r
20-phe, -tir
CyTo4Hoe KONU4ecTBo cyxoro | (14 x 100) : 20 =70 r | 100 r cyxon cmecu cogepxut 20
cneumanvanpoBaHHoro npogykra HyTtpureH r 6enka
20-phe, -tir

Tabnuua 11. NpUMepHbIA CyTOYHBIN HABOP NPOAYKTOB, €ro XMMUYECKNIA COCTaB U 3HepreTnyeckas LEeHHOCTb
ansa neten paHHero Bospacta (1 - 3 roga) ¢ TuposmHemuen | Tuna [2].



MpoaykThbl Konuuectso mn/r XnMunyeckumn coctas, © OHeproueHHoCTb, | PeHunanaHuH +
Kkan TUPO3WH, MI
6enkn XUpPbI yrneeogael
Xneb 6/6 50 0,38 1,25 30,7 135,1 25
Xnebobyno4yHble nsgenus 13 0,1 1,17 8,4 45,5 5
Cyxas cmecb "Onagpiwex" |31 0,5 0,3 28,2 130,3 30
Bepmuiwens 6/6 6,8 0,06 0,04 5,7 24,3 4
Caro unckyccr. 17 0,01 0,03 14,7 61,2 -
Cyxon 6/6 HannTok 12 - 2,5 8,6 57 -
Macno cnus. 20 0,1 16,5 0,16 149 5
Macno Tonnexoe 10 0,03 9,8 0,06 88,7 -
Macno pacTtuT. 30 - 29,9 - 269,7 -
Caxap 30 - - 29,9 113,7 -
BapeHbe 20 - - 14,0 56 -
KapTodgenb 50/35 0,7 0,14 5,7 28 35
KanycTta cBex. 110/88 1,58 0,1 4,2 23,8 80
MopkoBb 80/64 0,83 0,06 4,06 21,8 42
Csekna 50/40 0,6 0,04 3,6 16,8 30
Kabauku 20/15 0,09 0,05 0,74 3,5 7
Orypupbl 10/9 0,07 0,01 0,23 1,3 3
Canat 5/4 0,06 - 0,09 0,7 3
Momugopsl 10/9 0,9 0,02 0,34 2,1 25
Tomar-nacta 2 0,1 - 0,38 2,0 0,5




Jlyk penyatbin 8/7 0,09 - 0,64 2,9 5,0

Kntoksa 10 0,05 - 0,38 2,6 2

Coku 100 0,5 - 11,7 47 20

DpyKTbl CBEXUNE 150/127 0,64 0,38 12,45 58,4 45

®pykThI CYyXue 10 0,3 - 5,05 22,7 10

3a cueT HaTyp NPOAYKTOB - 6,9 62 191 1341 347

HyTtpuren 20-phe, -tir 70 14 12,6 36,12 314 -

WNtoro 21 74,6 227,12 1655 347

Mpunoxexune A3.4
NnAH

MOHUTOPUPOBAHUSA NAPAMETPOB KPOBU U YACTOTA UHCTPYMEHTAJbHbIX
UCCNEOOBAHUU HA ®OHE KOMMNNEKCHOW TEPAMUU

Ta6nuua 12. NMnaH MOHUTOPMPOBAaHUS NapaMeTPOB JTabopPaTOPHbLIX U UHCTPYMEHTalbHbIX UCCeAoBaHUM Ha hOHEe KOMMJIEKCHOW Tepanum

WccneposaHune Havano MepBble 6 mec. Mocne nepBbix 6 Mec. n ganee Mocne 5 net n panee
Tepanum
1 pas/mec. | pas3/3 mec. | pas/3 mec. | pas/6 mec. | 1 pa3 B roa
KoHUeHTpaumMs aMMHOKUCIIOT B KPOBU X X X Kaxgpble 6 mec
CyKUMHMNALLETOH B MoYe X X X €XerogHo
KoHuUeHTpaums HUTU3NHOHA B KPOBU X X Kaxgpble 6 mec
O6wmn aHanns kpoBu (reMornobuH, remaTokpuT, | X X X eXerogHo

TPOMOOLUTbI, NENKOLUTBI, U OP)




nccnenoBaHue nevyeHn u ee pyHKUUin

A®I1 B CbIBOPOTKE KPOBM X X Kaxxable 6 mec
MpoTpombuHoBOE Bpems X X Kaxxable 6 mec
YacTmyHoe TpoMbonnacTuH. Bpemsi X X Kaxxable 6 mec
MHO X X Kaxable 6 mec
®dunbpurHoreH X X Kaxxable 6 mec
ounnpybuH X Kaxable 6 mec
ANT/ACT X Kaxgble 6 mec
rmrTn X Kaxable 6 mec
LLlenoyHasa gochaTasza X Kaxxable 6 mec
KT nnn MPT <1> X eXerogHo
MOYKM, cKenet

O6wun aHanus Moy, docop- n|X X [No nokasaHnsm
Kanbuun/kpeaTMHUHOBbIE KO3 PULMNEHTDI

PeHTreHogeHcuToMeTpusa (ctapwe 4 net) mnm | X [No nokasaHnsm
PeHTreHorpadus

ocMOTp odTansMorora

OcmOTp ¢ MOMOLLbIO LLLENEeBON Nnamnbl, oLeHka | X X [No nokasaHnsm

OCTPOTbI 3peHust




+ - MO NOKa3aHuAM,

<1> MPT npegnoytuteneHee ¢ KOHTPaCTUPOBaHNEM MNpPY MOAO3PEHUN HA aaeHOMY, Npu OBHapyXeHUN y3noB
N NSl OLEHKN pa3MepoB MOYeK.

Mpunoxexue b

ANrOPUTMbI OEUCTBUA BPAYA
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MpunoxeHue B

MHO®OPMALINA ONnA NAUMEHTA



TupoanHemus | Tuna - 3To HacneacTBeHHoe 3aboneBaHne, xapakTepusyoLleecs HapylweHneMm metabonuama
aMWHOKUCIIOTbl TUPO3MH U NPOSIBASIOLLIEECS MHTOKCUKaLMEn NpogykraMmm ee obmeHa, nopaxeHnem neyeHu, novex,
LeHTpanbHONW HEPBHOW CUCTEMBI.

Octpasa copma TuposMHemum | Tuna nposiBNSeTca B nepBble Heaenu/Mecaubl XuU3Hu debpunbHon
nuxopagkon, pBOTON, Anapeen, 0De3BOXMBAHMEM, XKENTYXOW C yBEMUYEHMEM pPa3MEpPOB MEYEHU U Cere3eHKMU,
OCTPbIM KENygOYHO-KULLEYHBIM KPOBOTEYEHUEM, 3aJepPKKOW pasBuTus, cneunduydecknm "KanycTHbIM" 3anaxom
Tena. XpoHudeckas TMpo3uHemus | Tuna npoTekaeT C NPEeMMYLLECTBEHHbIM MOpaXeHWeM neyvyeHn (LMppo3om),
noyek, C TUPO3MHEMWUYECKMMM KpM3amu, KOTOpble COMPOBOXAAKTCA IMXOPaAKOW, PBOTOW, WHTOKCUKaLWEW,
KapguomuonaTtven M NnpoBOLUPYIOTCS NMpuemom GenkoBor nuwn. Mpu XpOHWYECKOW TUPO3MHEMMUM OTMEYaeTcd
3agepka pocTa, Ha 3 - 4 roga oTcTaeT manonormyeckas cMeHa 3yboB, 3a4epXXUBaEeTCs KOCTHbIN Bo3pacT. [pu
OTCYTCTBMM CBOEBPEMEHHOW ANArHOCTUKN U NIEYEHUSA NPOrHo3 3aboneBaHns CEPbE3HbIN.

Mocne ycTaHOBMNEHUs AnarHo3a HasHa4vaeTcs Tepanus 3abonesaHusl ¢ UCNOMb30BaHMEM Npenapara, KOoTopbli
npensiTcTByeT 06pa3oBaHMIO TOKCMYECKUX MPOAYKTOB OOMEHa TMPO3MHA M AMeToTepanvu, XapakTepuayloLllencs
orpaHM4YeHMeM B paumoHe 6Genka U MPUMEHEHMEM CreLMann3npoBaHHbIX CMecell aMUHOKUCIOT. JleyeHue
NPOBOAUTCSA MOA CTPOrMM KOHTponem Bpada. KpallHe BaHO YeTKO BbIMOSHATb BCE Ha3HaAYeHWst No npuemy
NeKapCTBEHHbIX NpenapaToB M coGMIOAEHNI0 ONEThI, Ha3HAYEHHbIX BPa4OM.

YunTblBass ayTOCOMHO-PELIECCMBHBIN TUM HACNeoBaHWS M BbICOKWIA PUCK MOBTOPHOMO POXAEHUS] B CEMbE
pebeHKa C TUPO3MHEMUEN, NOKa3aHO MEAMKO-TeHETUYECKOE KOHCYNbTUPOBaHE CeMei.

Mpunoxenne ' - 'N

LUKAJIbl OLUEHKW, BONPOCHUKU U APYITME OLIEHOYHbIE MHCTPYMEHTbDI
COCTOAHUA NALUMEHTA, NPUBEAEHHBIE B KITIMHUYECKUX PEKOMEHOALIUAX

He npumeHumo.




