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HacneacteeHHas TuposnHemua 1 tuna (HT-1) — peakoe BpoxzaeHHOe mMeTabosinyeckoe
3ab0/1eBaHVe C ayTOCOMHO-peLecCUBHBIM Hac/leJ0BaHNEM, Bbl3BaHHOE MyTaLMAMN reHa, oT-
BeyaloLLero 3a pepmeHT pymapunavetoaletatrngponasy (PAr).

K HacTosiLeMy BpeMeH 66110 BbisiBNeHo 6oee 40 MyTauuii reHa A JaHHOMo 3aboneBa-
HUS HO A0 CLX MOP He YCTAHOB/IEHO YETKOWN KOPPENSLMM MeXAy reHOTUMNOM 1 GeHOTUMOM.
[laxe BHYTPW reHeTUYeCcKn 0THOCUTENIbHO OAHOPOAHOI nonynsummn (Keebek, KaHaza) BcTpe-
YaKTCS CNyYam Pa3HOOBPA3HbIX KNMHMYECKNX NPOSIBAEHWI BHYTPY OAHOM ceMbU2 4>

[MaTOrHOMUYHBLIM NPU3HAKOM AN1A AnarHocTukn HT-1 ABnseTca noBbllLeHne KOHLeHTpa-
LN CYKUMHWNALETOHA B KPOBU 1 MoYe 601bHOr0? CyKUMHUAALETOH — NPOAYKT AeKkapbok-
CUNNPOBAHNS CyKLMHMNALeTOALeTaTa, KOTOPbIV SBNSETCS NPOV3BOAHBIM MPOMEXYTOUHbIX
NPOAYKTOB KaTabonmsma TmposrHa — dymapunavleroalerata n Manennaueroauerarta. [aH-
Hble MeTaboNnTbl HakanaMBaKTCA BCIeACTBME AedunumTa dymapunaueToaueTrniponasbl,
KOTOpas B HOpMe yyacTByeT B 06pa3oBaHUM GymMapoBOM KNCNOTbI U aLleToaleTaTa.’

Bo3pact Hauana 3aboneBaHns KonebneTcs oT paHHero HeoHaTaNbHOro Neproza (B 3Tom
cnyyae — Hambonee 6bICTpOe NporpeccnpoBaHme 3aboneBaHus) 40 LWKOAbHOMO (MOAPOCTKO-
BOro)*#'® Bo3pacta (06bIYHO Takol BapmMaHT COOTBETCTBYET MeA/1eHHO NMporpeccpytoLemy
MOPaXEeHWNIo NeYeHn 1 noyek). o NepBbix NPOSBAEHN 3ab60N1eBaHNSA pa3BUTME pebeHKa He
BbIXOAWT 3a paMKM BO3PACTHbIX MOKa3aTtenen.s” 2

Hambonbliaa 4yactota BcTpeydaemocT HT-1 3apeructprpoBaHa B KBebeke (KaHaga), rae
Yalle Bcero 3abonesaHne MaHNPeCTUPYeT NPOrpeccupyroLLiein ne4eHOUYHON HeJ0CTaTOYHO-
CTbHO C MepBbIX MecsALEeB, a UHOTAa U AHel XW13HW. B cTpaHax EBponbl TeyeHme 3aboneBaHns
yalle npuobpeTaeT XPOHUYECKUIA XapakTep® ' ¢ NporpeccupyroliM rnopaxeHuemM neve-
HW, MPUBOAALLNM K LMPPO3Y, N BHEMEYEHOUYHbIMY MPOSABIEHUAMY, TaKUMK KaK HapyLleHue
byHKLUMM Nnoyek, NopaxeHne HepBHOM CUCTEMbI, paxuT 1 Kkapauomunonatuaz & 117 OaHako
AaHHOe pasjeneHune Ha OCTPYIO N XPOHNYECKY0 GOPMbl MOXET BBOAUTb B 3ab1yXAeHMe, T.K.
B HEKOTOPbIX Cy4asx AeTK, y KOTOPbIX Haba4anack 0CTpas neyeHoUYHas HeJ0CTaTOUHOCTb
Ha MepBOM rojy XW3HW, JeMOHCTPUIPYIOT NepPexos B XPOHUYECKYH CTaAnIo (BbKMBAEMOCTb
6onee 2 neT Ha pOHe neyveHKns), a TakKe y HEKOTOPbIX AeTei C XpoHMYecko popmoit 3abone-
BaHWS MOTYT BO3HUKHYTb NeYeHOYHasa HeAOCTaTOUYHOCTb U HEBPOIOrnyeckme Kpusbl!®

KnnHuyeckas kaptuHa HT-1 aBnsieTcs BaprabenbHOM 1 HecrneundnyHoM, 4To 3acTaBnseT
NpW MOCTaHOBKE AMarH03a onmpaTbCsa Ha KOMMJ1eKC CUMNTOMOB, KIIMHWUYECKUX MPU3HaKOoB 1
NnabopaTopHbIX aHaNM30B. MpakTNYeckn B Kaxaom cyyae passutnsg HT-1 nmerotcs: yeenu-
YyeHue neyeHn (MHOr4a B COYETAHWU C yBEIMYEHMEM Cefle3eHKM), Koarynonatus, 4UCPYHK-
LSt NOYeYHbIX KaHabLeB> 2 n paxuT.?

Hamnb6onee cneyndpuyHbie npusHakuy HT-1

« CyKUMHWNALETOH SBASeTcs Hanbonee cneynduYHbIM 1 YyBCTBUTENbHBLIM Mapkepom HT-1.
OueHKy ypoBHs CA He06XOANMO MPOBOANTL, KOTAa KINHUYECKas KapTuHa U JaHHble obcne-
[OBaHWI CBUAETENbCTBYHOT O BEPOSATHOM Hanuumm HT-1. MockonbKy AaHHbINA Noka3aTtesb
aBnseTcs cneynduyHbiM Tonbko ans HT-1, To oueHka CA He 40/IXXHa 6bITb eVIHCTBEHHbIM

MeTOZO0M 06C/ieloBaHNS NPpY NOAO3peHUn Ha HT-1.
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* [loBbILWeHHbIA YpoBeHb anbda-peTonpoTenHa HabnwozaeTcd B MojaBnsdolleM 60/b-
LWKnHCTBe cnyyaes npu HT-1. B ciyyae octporo Havana 601e3Hn B NepBblie MecsiLbl XWN3-
HU anbda-GeTonpoTenH NOBbILLAETCA B COTHU U JaXe Thiciun pas> > BepxHel rpaHu-
Lbl HOPMasbHOro 3HayveHUs. OZHaKo noBbllleHVe anbda-peTonpoTeriHa He ABAseTCs
cneundunyHbiM ana HT-1. OH ABNSeTCcs YyBCTBUTE/IbHBIM MOKa3aTesieM Npuy HapyLleHnmn
PYHKLMM NeyeHn, 0CObeHHO KOrja ypoBeHb TpaHCaMnHa3 B npejenax HopMsbl (CM. ABa
CNesyroLnX NyHKTa).

+ XapakTepHO 0CO6eHHOCTLI0 NopaXeHUsa neveHn Npu HT-1 aBnseTca noBpexaeHue CuH-
TETUYECKOW QYHKLMW MeYeHU, YTO NPOABAAETCA 3HAUYNTE/IbHBIM YANVHEHNEM MPOTPOM-
H61HOBOro BpeMeHn U YacTUYHOro TpoMmbonnactnHosoro BpemeHu (MB > 20 cek., nnu
M < 40% nan MHO > 2,0), uTo He NoAAaeTca Koppekumn npenapataMmn sButammHa K.
KoarynonaTuns npucyTcTByeT MNOYTM BO BCEX C/TyYasx 60ne3Hu, Aaxe B OTCYyTCTBME reMop-
parnyeckoro cnHgpoma.> o1

* [lepBOHa4anbHas CTPYKTypa nevyeHoYHoON GyHKUMM Npu HT-1 xapakTepusyeTca cnegyto-
LLMM: NP BbIPAaXEHHOM YANVHEHNU NPOTPOMONHOBOIO BPeMeHU 1 YaCTUYHOro TPOM-
60n1acTMHOBOIO BpeMeH Y nevyeHoYHble TpaHcpepasbl MOTYT BbITb TONLKO Clerka nosbl-
LWeHbl, @ BUAnpybuH MOXeT OCTaBaTbCA B Nnpeenax HOpMbl UK ObiTb HE3HAUNTENbHO
NOBbILLEHHbIM. OTO oTAnYaeT HT-1 oT gpyrux 6onesHel ¢ nopaxeHnem nevyeHu, Npu Ko-
TOPbIX BblpaXeHHOe MOBbILLEHWIO TPaHCaMMHa3 1 bUanpybrHa conpoBOXAALTCHA TAXe-
non koarynonatveir. OfHaKO B TAXe/bIX C/Ty4asX MOXeT HabrAaTbCA Nporpeccupyto-
LLIAsA XKeNTyxa, YTo ABNAETCA OUEeHb MIOXVM NPOrHOCTUYECKMM Npu3HaKom.'" 1

* B cnyyae octporo Havana 3aboneBaHus B nepBble MecsiLibl XNU3HU MOXeT NMPUCyTCTBO-
BaTb crieundrUecknii 3anax Tena u Moum — «3anax BapeHom KanycTbi»? &1

Mpu3sHaky HT-1 ¢ BbICOKOIA UyBCTBUTE/IbHOCTbIO, HO HU3KOIA cneLmPUUHOCTbIO

* B aHanm3ax Mouu BbISIBASETCA HapyLleHre GyHKLUNN KaHanbLeB novek (CuHapom Pan-
KOHW), KOTOpbI NposiBaseTca runepdochatypment, ammHoaumgypment N noYeyHblM Ka-
HanbLeBbIM aumaosom’

* B cnyyae octport dopmbl HT-1 MOXKeT BbITb 06HapyXXeHa rmnorivkeMns BCaeacTBue rne-
YEeHOYHOWM HefOCTaTOYHOCTU WU TUMNEePUHCYIMHK3MA (41eTa B AaHHOM Ciyyae Hesdh-
dekTnBHa)> &7

* B cnyyae octpoit dopmbl 3a6001eBaHNA C NMPenMyLLECTBEHHbIM MOPaXeHNeM MneyeHn
Hanbonee xapakTepHbIM/ U3MEHEHVAMN B O6LLLEM aHann3e KPoBU ABAAIOTCA aHEMUS
(HopmMoOLUTBI) N nerkoumToss 717

* HecmMOTpS Ha remopparnyeckunii CMHAPOM, NoKa3aTey BpeMeHU Koarynauum n BpeMeHm
CBEPTbIBAEMOCTM OCTatTCA 6e3 n3MeHeHnn®’

« TpomboumMTONeHUst 0BbIYHO ABNSETCA MPU3HAKOM XPOHMYeckor popmbl HT-1 ¢ nporpec-
CUPYHOLLMM XPOHUYECKMM MOopaxeHneM rneyeHn.t 1214

* [lo pe3ynbTatam Y3 BbIABASETCA yBeMYeHMe neYveHn npu nobor popme 3abonesaHus,
N TaKkKe yBeIMYEHMe ceneseHky, ecn 3aboneBaHme MeeT XPOHMYeCckoe TeyeHme

* Mo pe3ynbTataM Y3M MOXHO BbISSBUTb CUMMETPUYHOE YBEeIUYEHME MoYeK C MpU3HakaMu
KanbLnHO3a.>4

AudpepenyuansHasa duazHocmuka: cM. mabauyy 8 KOHye.

SO
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OcTpasi neyeHOYHasA HEeAOCTAaTOYHOCTbL B Nepmop HOBOPOXKAEHHOCTM No3BonisieT
3anoaos3puTtb HT-14"°

CocTosiHMEe 60NbHbBIX OYEHb TSXENoe, B KNMHUYECKOV KapTuHe MOryT HabnoaaThCs
Ntobble NepeynciieHHble CUMMTOMbI: HEBPOIOTYeCcKMe/MO3roBble CUMMTOMbI (BblCOKas
TemMnepaTypa, NoBbllLeHHas BO36YAMMOCTb, HapyLLleHVe YPOBHS CO3HAHWS, BO3MOXHO
pasBUTME KOMbI), @ TaKXe CUMMNTOMbI MOPAXEHNSI NeYeHW (yBeNnYeHne neyeHu, MHoraa
C yBeNIMYeHMEeM CeneseHku, acLiUT UV XeNTyxa, XOT 3TO HabtoAaeTcst peAKo 1 ABNSeTCS
NPU3HAKOM MJIOXOr0 XN3HEHHOr0 MPOrH03a), raCTPOUHTECTUHANbHbIV CUHAPOM (CPbITU-
BaHWSA MOC/1e KaXA0ro KOpMAEHUS), TAXeNbIi reMopparnyecknini CUHAPOM (MefnieHa, Kpo-
BaBas pBOTa, reMaTypusi, 3KX1MMO3bl, MeTexu, HOCOBble KPOBOTeUeHKs), crneumdruyeckmia
3amax Tesia U MouK (3amnax «BapeHom KanycTbl»);

* [pun HabageHV 60NBHOMO C TaKMM KOMMIEKCOM CMMATOMOB CeayeT NnpoBecTu And-
bepeHuManbHyO ANarHOCTUKY € ydeTom HT-1;

* B faHHOM cnyyae TpebyeTcst okasaHue CPOYHON MeANLMHCKON NOMOLLW, T.K. NPy OT-
CYTCTBUN Cneunduyeckoro neveHus, 60nesHb nMeeT 06bIYHO GyNbMUHAHTHOE Teye-
HKe C BbICTPLIM NPOrpeccMpoBaHeM A0 TEPMUHANBHOM CTaanM MeYeHOYHOM Hea0CTa-
TOYHOCTW.

Ha nepBoM rogy >xusHwu, a Tak>xe BNJ10Tb 10 NOAPOCTKOBOro Bo3pacrta HT-1 moxeT
MaHn¢ecTUpoBaThb B pas/INyHbIX popmax:

1. NMNeyeHoOUYHbIE KPU3bI

2. OcTpas neyeHo4YHass He,OCTaTOYHOCTb

3. OcTpoe 3a6boneBaHve nNevyeHn

4. XpoHnyeckoe HapyLieHne pyHKLUMU noYvek

« [leT NepBOro roZia Xw3Hy MOryT NoCTynnTb B NegnaTpuyeckoe otaeneHune 60nbHU-
Ubl 1N OTAeNeHMe CKOPOW MOMOLLM C CUMNTOMaMM NeYeHOYHOro KpKr3a:>* pasapaxu-
Te/IbHOCTb, MOBbILLEHME TeMnepaTypbl, YBe/IMYeHe nevyeHun, acunT, aHacapka (reHe-
PaNN30BaHHbLIN TAXesbl OTeK), reMopparnyeckmnin CUHAPOM (FracTPOUHTECTVHANbHOe
KpoBoTeyeHVe). MoXeT NpucyTCTBOBaTb 3amnax «BapeHoW KanycTbl» OT mMouun. Kpu3
pa3BMBaeTCA OT HECKOJIbKMX YacoB A0 HeCKONbKNX AHel. [poBoKauuein Kpmsa MoxeT
CNYXNTb MHbeKUVOHHOoe 3aboneBaHne. Kpns MoxeT 3aBepLUnTbCA NeYyeHOUYHOW Helo-
CTAaTOYHOCTbIO UM NeYeHOYHOM SHUedpanonaTnein. Takum obpasowm, y aeTein nepso-
ro roga >XU3HM NpyY BOSHNKHOBEHUM NeYeHOYHbIX KPpU30B C reMopparnyeckmm
CUHAPOMOM U MOYTU HOPMaJibHbIM YPOBHEM TpaHCcaMWHa3 cneayeT 3anopjo-
3pUTb TUpO3MHeMuUIo 1 TUNa.

* Y feTell NepBOro roja >XmsHu nopaxeHue nevyeHn npu TMpo3nHemMun 1 TMna MoxeT
MaHN$ecTMpoBaTb Pa3BUTUEM OCTPO MeYeHOYHOW HeAOCTaTOYHOCTM (Yalle faHHas
dbopma 3aboneBaHVs pa3BrBaeTcs 40 6 mecaues)®’

— Takve AeTn 06bI4HO FOCMUTANN3UPYIOTCA B NeAnaTpuyeckoe OTAeNeHne co cney-
UMMM CUMITOMaMU: 60n1e3Hb HaUMHAEeTCs, Kak NpaBuio, C NPOAPOMaNbLHOrO ne-
proga (HeZoMoraHue, TemnepaTtypa, COHANBOCTL), 3@ KOTOPbIM CnejyeT pasBuTve
racTPOUHTECTUHANBHOIO CMHAPOMA (PBOTA, AVapes U T.A4.), NPU3HAKOB MOpaXeHUs

SODI
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neyeHu (yBenM4yeHve rneyeHu, acumnT, XenTyxa), reMopparmyeckoro cMHApomMa (Ho-
COBble KPOBOTEUEHWS, Me/sieHa, KpoBaBasi pBOTa, reMaTypus, 3KX1MMO3bl U T.4.), MO-
XeT 6bITb crieynduryecknii 3anax Tena v Moun (3anax «BapeHon KanycTbl»);

— HeobxoA1MOo Kak MOXHO CKOpee YCTaHOBUTb MPUYMHY NeYeHOYHO HeJ0CTaTOUYHO-
CTW, T.K. B clydae HT-1 cumMnToMbl NporpeccupyoT 6bICTPO B OTCYTCTBME cneyundunye-
CKOrO N1eYeHusl, KOTOpOoe MOXET CracTu Xn3Hb 60/1bHOTO;

— YacTo BCTpeyarTcsa CUMMMNTOMbI MOPaXeHNA KaHanbLeB noyexk;
— Y 60/1bHbIX € HT-1 4yacTo MeeT MeCcTO OCTaHOBKa NpubaBKY B BeCe;
— MI3mMeHeHuns B aHann3ax KpoBu 1 MOYM HecneunduyHbl (CM. BbiLLe);

— Taknm 06pa3oM, KIMHMKA OCTPO NeYeHOYHOM HeJ0CTaTOUHOCTM HecreunduuHa y
60/IbHbIX TUPO3VHEMMeEl 1 TMNa, 04HAaKOo Pa3BUTME OCTPOM NeYeHOYHO HepocTa-
TOUHOCTU Yy AeTeil Ao 1 roga Nno3BoJisieT 3aNoA03pUTb TUPO3UHeMUIO 1 TUNa.

* Y fleTeil NepBOro roga Xu3Hu 3aboneBaHne MOXeT pa3BMBaTLCA NOCTENEHHO Ha poHe
bun3nYecKoro pasBmTKSA, COOTBETCTBYHOLLLEro Bo3pacTy’ 8

— lNepBbIMU MpU3HaKaMn, KOTOpble MOTUBMPYIOT ObpaLleHne K negmatpy (Yalle Bcero
Mexay 6 1 12 Hegensmu), ABNAOTCSA B34yTve XMBOTa VAW BblAeneHne HeobblYHO-
ro 3araxa OT MOoYM (3anaxa «BapeHOoW KanycTbl»), UK remopparmyeckie CAUMNTOMbl
(MeneHa, HocoBoe KpOBOTeUeHUe, remMaTypus), Xenyao4yHo-K1LleYHble (pBoTa, Aun-
apes) AN CUMNTOMbI ObLLEero xapakrepa (TeMnepaTtypa, pasapaxuTesbHOCTb, BA-
NOCTb). Kaxablh CUMNTOM UK BCe Cpa3y MOTryT MPUCYTCTBOBATb M3HaYaibHO. Taknm
06pa3om, HEOH6XOAVMO COXPAHATb BbICOKYHO CTeneHb NoA03peHus Ha HT-1;

— Bo BTOpOI7I nosioBmHe nepBoro roga >XMsH" CMMMNTOMbI ne4yeHOYHON HeAO0CTaTOYHO-
CTV MOTYT pa3BnBaTbCA NCMOA4BO/Ib COBMECTHO C MOpa>keHeM NoYeYyHbIX KaHa/lbLeB.
HapaCTaHVIe CNMNOTOMATUKKM MPONCXoanT 6onee NnaBHoO, Yem npnm OCTpOI7I c|)op|v|e;

— Hanunuwne XapaKTepHOro 3araxa Mo4n ABN4eTCA c1eACTBMEM MNOBbILLEHHOIO BblAe/1e-
HVUA METUOHWHA, 3Ta HaxXxodKa MOXET CNYXWUTb NMOKasaHWeEM ANA npoBejgeHA cneyn-
aNbHbIX TECTOB Ha BbIsiB/IEHWE 601e3Hel 0bMeHa aMUHOKMCAOT;

— Ecam cumnToMbl 3a60neBaHMA HEYKJIOHHO MPOrpeccupyroT, HECMOTPS Ha CUMNTOMa-
TUYEeCKyo Tepanuto, MPrCOefUHAOTCA BCE HOBblE CUMMTOMbI MOPaXKeHVA OpPraHoB
N cucTeM (B NepByro ovepesb NeyeHr N rnoyek), NpUUYnHa X He BbidgBeHa NMyTem
NCMONb30BaHUA PYTUHHbBIX MHCTPYMEHTaIbHbIX NCCNeA0BaHVIA, a B aHaNM3ax KposWy
N MOYM OBHapYXMBaKTCA Hecneunduryecke M3MeHeHUs (CM. BbILLIE), TO criedyeT 3a-
nozosputb HT-1.

« [leTV NepBOro roAa >XM3Hu, a Takxxe AeTu ApyrMx BO3pPacToB BMAOTb A0 LLKOJIbHOMO MOTYT
nocTynaTb Ha 06Cne0BaHVe 1 yCTaHOB/IEHME JUarHo3a B nejuaTpuyeckoe oTaeneHue,
a VHorga v B MHGEeKUMOHHOe oTAeNeHre (MoLOo3peHe Ha renaTtunT) B cnyyae yBenuye-
HUA pa3MepoB neyeHu (Npu Nanbnauumn Teeppan 6onesHeHHas neyeHb), BbiAB-
NeHHOro Npn pyTMHHOM o6cnegoBaHUN? 16 8

— [leTV JONXKHbI BbITb 06C/Ie0BaHbI C LLeNIbio BbISIBEHUS NPU3HAKOB MOpPaXeHUs ne-
YeHW, TaKuX KaK CTOMKasa UAu aTUNUYHasa rernaToMeranus, criyieHoMeranms uinv ac-
LT, MayKoobpasHble HEBYCbI NN YTONLLEHWS KOHLEBbLIX danaHr NanbLes;

— O6CnefoBaHNS fOMKHBbI BKIOYATh OLLEHKY TPAAMLMOHHBLIX NMapaMeTpoB QYHKLMY
neyeHu 1 NapameTpbl Koarynaumuy;

— YnbTpa3BykoBoe 06c/ejoBaHEe HPIOLLIHOM NOMOCTY CnejyeT NPOBECTU C Lie/bto Bbl-
SIB/IEHUS reTeporeHHbIX (Y3e/1K0BbIX) USMEHEHUA CTPYKTYPbl MeYeHn U/UAn Hanm4ms
cnieHOMeranuu 1 NopTanbHOM rMNepTeH3NN;

SO
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— JHAocCKoMNUA BEPXHUX OTAENOB XENTYAJOYHO-KMLWEYHOIo TpakTa MOXeT ObITb Ha3Ha-
YeHa Npn Hain4yunu nopTaanon rmnepreHsnn,

— |_|pI/I BbIABTEHUWN KTNHNYECKX NMPM3HAKOB 1 COOTBETCTBYHOLLNX PE3Y/IbTAaTOB obcne-
AOBaHMm, CBNAEeTENBbCTBYHOLWNX O XPOHNYECKOM 3aboneBaHUNn NeyeHu, HGO6XO,£|,I/IMO
YCTaHOBUTb NMPUYNHY NMaTtosiornm;

— B cnyyae HT-1 nsmeHeHns B 1abopaTopHbIX aHanM3ax HecneumduryHbl (CM. Bbille) —
nokasatenu GpyHKLNM rneyeHn 0bbIYHO B HOPMe UK BIN3KK K HOPME;

— B noctaHoBKe AgnarHosa nomoraeT coyetaHue ¢ natonorvien noyek. MNpu HT-1 Ha-
6nrofaetca AUCPYHKUMA NOYEYHbIX KaHanbueB — CUHAPOM PaHKOHN (M3MeHeHUsA
B aHa/IM3ax — CM. BblLLe);

— B nonb3y HT-1 6yayT cBMAETENbCTBOBATL NPU3HaKM paxuTa (rmnodocdateMmyeckmnia
paxuT, A-pe3ncteHTHbI). COOTBETCTBYHOLLME CUMMATOMBI 1 MPU3HAKN BKIHOYAKOT B
cebs: 3a/iepXXKy Havana xo4bbbl, U3mMeHeHVie pOpMbl HOF, OTCTaBaHMe B POCTe, paxu-
TYecKme paclunpeHns 3anaCTHbIX CyCTaBOB UV FreHepain3oBaHHbIe 6011 B KOCTAX
” cycTaBax;

— Y peteir ¢ HT-1 (0ocobeHHO Ha NepBOM rojy XWM3HK) YacTo OTMeuYaeTcss oTCcTaBaHue
bu3nyeckoro pasBuTuA (3aMeasieHie NpMbaBKM B Bece, OTCTaBaHVe B POCTe, 3aMes-
NleHve npnobpeTeHns MOTOPHbIX HaBbIKOB);

— TuposmHemuma 1 Tna Ao/KHa 6bITb 3anoAo3peHa y nwboro pebeHka B Ciy-
Yae LuMppo3a HeICHOW 3TNONIOTNN COBMECTHO C 3MEeHEHEM NapamMeTpoB KO-
arynsiunm m oco6eHHO B COYETaHUU C HapylleHnem PYHKLMU novek n/mnum
paxmTom.

« [leT pasHOro Bo3pacTta MOryT 6biTb FOCMNUTANN3MPOBAHbLI B MNeamaTtpuyeckoe mUan
cneunanmsanpoBaHHoe Hedponornyeckoe otaeneHne € NOAO3PEHUEM Ha nopaxe-
HUe noyek?'®

— BO3paCT TaKnX AeTeVI npenMmyLllecTBeHHO CTaplle roja,

— B kIMHN4ecKowm KapTUHe Ha nepBblii N1aH BbICTYNAaOT CMNTOMBbI, XapakTepHble 414
CMHAPOMa PaHKOHU: CHUXXEHMe Beca Wan OTCTaBaHve B Habope Macchl Tena, pBoTa,
NoNnypus, XXaxaa (noTeps BoAbl, SN1eKTPONTOB), MblLLeYHasa rmnoToHVS (fTMnokanme-
MWS), 3aMopsbl;

— B nabopatopHbIx aHanm3ax NpUCyTCTBYOT XapakTepHble N3MeHeHUs (CM. Bbllle) —
Hanbosee 3HaYNMbIMU ABAAIOTCA rMnodochaTtemMms C NOBbILLEHHBIM YPOBHEM 6U-
KapboHaTa 1 aMUHOKMCIOT B MOYeE;

— BaxxHO oueHUTb ypoBeHb Kyb60ouKoBOM GunbTpauunm;
— B cnyyvae noaresepxaeHUs cMHApoMa PaHKOHW cneyeT MpoBeCcTU KJANHWYECKYH
N NabopaToOPHYHO OLLeHKY GYHKLMW NeyeHu;

— lMpu3Haku rmnodpochateMmnyeckoro paxmra CBMAeTeNbCTBYHOT B Nonb3y HT-1. CooT-
BETCTBYIOLLME CUMATOMbI 1 MPU3HAKKM BKIKOYALOT B Ce64: 3a4epXXKy Hayana Xxo4bobl,
n3MeHeHve ¢opMbl HOT, OTCTaBaHMe B POCTe, paxmTnyeckre paclimpeHmns 3ansacT-
HbIX CyCTaBOB WV reHepann3oBaHHble 601 B KOCTAX U CycTaBax;

— YnbTpa3BykoBOe 0b6C/1efl0BaHMe BPIOLLHOM NOMOCTU CiedyeT NPOBECTN Ha npeameT
BbISIBIEHVS CUMMETPUYHON HedpoMeranmm, Uan KanbumeukaToB B MOYKaX, UM
NPW3HAKOB MOPaXeHs NeyYeHn (CM. BbILLe);

— HT-1 gos>kHa 6bITb 3aMoA03peHa Bo BCeX C/lyHanaxX ANCHYHKLUU NOYEUHbIX Ka-
HaNbLeB, 0CO6eHHO B COMeTaHUU C NPM3HaKaMmn Ne4YeHOYHO He0CTaTOUHO-
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» [leT pa3HoOro Bo3pacta MoryT 6bITb Hanpas/ieHbl B negnatpuyeckrie nau cneumanm-
31IPOBaHHble HEeBPOJIOTNYeckne oTAeNeHNs C HEBPOIOTMYeCKUMIN KpM3amMiy no TUuny
noppupunn>?°

— HepBbIe CMMMOTOMbI MOTYT MNMOABUTbCA HayvlHaA C nepBbiX HEAETb XN3HN 1 40 A0-
LLIKO/IbHOI 0 BO3pacTa,

— COCTOSIHUSI NPOTEKAKT MO TUMY KPU30B (ANNTENBHOCTBH OT HECKO/IbKMX YacoB A0
HeCKONIbKNX AHEl), Mexay KOTOPbIMW BOCCTaHaBAMBAETCS HOPManbHas GyHKLMS;

— BO3HVKHOBEHMeE Kpr3a YacTo NPoBOLMpYeT nerkast Hbekuus;

— B KnMHMYecKon KapTUHe YacTo HabnAaeTcst NPOAPOMabHbLIA Nepuoa, Korga pe-
6eHOK CTaHOBUTCS MeHee aKTUBHbIM W pasjpaxuteNbHbIM. 3aTeM y pebeHka pa3su-
BalOTCA CUMMNTOMbI, HAaNOMUHaoLMe Nopdrpuo, — cUAbHas 6onb (Yalle B Horax).
MayneHTbl ¢ CUbHbIM 601eBbIM CUHAPOMOM MPUHVMAIOT BbIHY>XAEHHYHO MO3y B
BMAE nepepasrmbaHvsa B MbllULAX TY/10BULLA W LWen (HanoMnHaeT OnMUCTOTOHUYe-
CKYHO MO3Y), 3TO YaCTO COMPOBOXAAETCS rMNepTeH3neit, Taxmkapamnein. Takxe MoxeT
HabnaaTbca Hecneunduueckas 60nb B XMBOTe. PBOTa BO3HMKAET OYEHb YacTo U
MOXeT pasBUTbCS NapanuTUyeckas KuleyHasi HENPOXOAUMOCTb. MbllleyHas cna-
60CTb AbIXaTeNbHbIX MbILL, NPeACTaBASOLWAn Yrpo3y AN XMU3HW, MOXET Bbi3BaTb
AbIXaTeNbHYH HeZ0CTaTOYHOCTb U HeobXxoAMMOCTb VBJ1. MoxeT HabntoaaTbCst npu-
UYMHeHVe Bpesa caMoMy cebe. O6bIYHO BO Bpemsi KpM3a PerncTpupyeTcs rmroHa-
Tpremus;

— WHTennekTy geteri ¢ HT-1 He HapyLuaeTcs;

— ViccnegoBaHne HepBHOW MNPOBOAMMOCTM U 3/IeKTpOMUOrpapus MOryT  Bbl-
ABUTb aKCOHaNbHYK JereHepauuto. lMpu TakoM pasBUTUN COBBLITUI PaxmnT U
nnoxoe npubaBneHVie B Bece CBUAETENbCTBYHOT B nonb3y HT-1. B cayyae BHe-
3aMHOro PasBUTUSA MOPaXeHUs rnepupeprnyecknx HepsoB 6He3 YeTKOM 3TUOJO-
N BaXHO MNPOBECTU KAMHUYECKYH U 1abopaTOpPHYHO AMArHOCTUKY Ha rnpej-
MEeT BbIABNIEHNA MNOpaxeHus nedyeHn. HeBposiornyeckme Kpwusbl MO TUMbI
nopémpun unu BHesanHasa nepudepuyeckass noavHenponaTma B co4yeTa-
HUN co cneunPpuyeckMmMm HapyweHnem ¢PyHKLUU NevyeHU y aeTein ctaplue
1 ropga cBUAETENbLCTBYIOT B NO/Ib3y HT-1.

« [leT pasHOro BO3pacTa MOryT ObiTb TOCAUTANN3NPOBaHbI B MeAnaTpuyeckoe
WA cneunanu3npoBaHHOE remMaTofiornyeckoe OTAeNeHVe C remopparmnyeckmm
CUHApOMOM? 1316

— BblpaxeHHbIVi reMopparuyecknii cuHapom npu HT-1 yawe HabnofaeTca y geTen 40
1 roaa;

— Pogutenn obpallatoT BHUMaHVE Ha Hannyme reMaTtoM Wan rMoBblLLEeHHYH KPOBOTO-
YMBOCTb MOC/Ie MEAVLINHCKX BMELLATeNbCTB (MYyHKLNA BEHbI, onepaunsa n T.4.);

— B nabopaTopHbIX aHanmn3ax y Takux 60/bHbIX 6yayT Hecneumnpumueckme n3MeHeHNs
bYHKUMN NeyeHn (CM. Bblile);

— B cnyyae Hannuma HT-1 Tepanusa ButaMmnHom K HeaddeKkTBHa;

— Ecnm He YCTaHOBJIEHA NMPUYKMHa Koarynonatmi, Ba>XHO NpoBeCTn KNNHNYECKYH 1 1a-
6opaTopHy+o ANarHOCTUKY Ha NpeamMeT BbldBAEHNA MOopaXeHnA neyeHu,;

— TuposuHemuma 1 TMna fgos/kKHa 6bITb 3anNo0A03peHa B KaXKAO0M cjlyyae Koary-
nonaTumn C¢ HeYyCTaHOBEHHOW NMPUUYMHOU, KOorpa Tepanusa BUTaMmuHomMm K Head-
dekTMBHA, HE3aBNCUMO OT M3MEHEHUNW CO CTOPOHbBI NMeYeHU, 0CO6EeHHO npu
nosbllWeHUN anbda-peTonporenHa.
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* HT-1 MOXeT HauMHaTLCA C CUMMTOMOB BUTaMWUH [1-pe3UCTEHTHOro paxuTa y AeTen
pa3Horo Bo3pacTta. PaxuT pa3BuBaeTcs BCeACTBME NMOPaXKeHUA NoYeYHbIX Ka-
HanbueB npn HT-1>°
— lNposiBNeHns paxmTa pasHom CTeneHn BblPaXXeHHOCTU, Kak NpaBuio, NMPUCYTCTBYHOT

y BCeX MaumneHToB C No3gHuMu dopmamm HT-1;

— MoryT HabnAaTbCA CneytoLme CUMNTOMbI U MPU3HAaKK: MO34Hee Ha4vano XoAb6bl,
n3MeHeHue GopMbl HOT, OTCTaBaHVe B POCTe, pacLluMpeHe 3ansCTHbIX CYCTaBOB, re-
Hepann3oBaHHbIe 60/ B KOCTSAX W CyCTaBax;

— CnepyeT NPOBOAUTL CUCTEMATUYECKOE Pajmonornyeckoe obciesoBaHe COOTBET-
CTBEHHO BO3pacTy pebeHka;

— Yacto conyTtcreyrouimne I/IH(I)eKLI,I/IOHHbIe 3aboneBaHus MOTYT 3HAYNTENIbHO YXYALLUNTb
COCTOAHME NaukneHTa,

— lMpu BbIABNEHMN Yy pebeHKa Nboro BospacTta [J-pe3ncTeHTHOro paxmta Heobxoau-
MO OLLeHUTb QYHKLMIO MOYek;

— MoxeT 6bITb BbisiBeHa Heppomeranus;

— Y 60/1bHbIX C HT-1 MOryT 6bI1Tb BbISIB/IEHBI MPU3HAKW HAapYLLEHWS KNY60oUuKOBOW GUib-
Tpaumwy;

— MNpuv HaMUUK paxnTa HeyCTaHOBIEHHOM 3TUOJIOM Y BaXHO MPOBECTU KNVHNYECKYHO
N NabopaTopHYH ANArHOCTMKY Ha NMpeAMeT BbiBIEHWA NOPaXeHNs NeyveHu;

— OcTaHoBKa NprbaBKy B Bece 4acTo BCTpeyaeTcs y nauneHTos ¢ HT-1;

— B nonb3y anarHosa HT-1 cBuaeTensCcTByeT Hannyme HeBPOOTrYeckx CUIMNTOMOB
no Tuny nepmudepmnyeckon NoanNHenponaTny;

— Y pe6eHka no60ro Bospacrta npu BbiiBIEHNU paxuTa ¢ runopocpatemmein B
coyeTaHUU C HapylleHUeM PYHKLUMM NoYeK u/unm nepmdpeprnyeckonn Heripo-
naTtuei posmkHa 6bITb 3anoAo3peHa TUpo3nHemMmums 1 Tuna.

* Y feTen NepBOro rofa >XMsHW 3agepkka ¢msnyeckoro pasBuTUA MoXKeT 6bITb
nepebiM npossneHnem HT-1"

— [leTn € oCTaHOBKOV NMpubaBKkM B Bece AOMKHbI 6blTb 06C/1eA0BaHbl NeAMaTPOM Ha
npeAMeT HapyLleHUs GYHKLUN NeyeHy;

— [pwn BbIABNEHNN COMYTCTBYHOLLETO yBEIMYEHWNA NMeYeHn UK OTKIOHEeHA rnokasaTe-
nen neyeHOUHOW GyHKLMN cnefyeT 3anofo3puTb HT-1;

— Y naumeHToB ¢ HT-1 4acTo 06HapPY>XMBAOTCA CHUXEHVE KONYecTBa NpUHMMaemMon
MULLN 11 aHOPEeKCKS;

— Y 6051bHbIX ¢ HT-1 MOryT pa3BuTLCS NOAMHeponaTus 1 6oneBble HeBPOAOrMYeckmne
KpW3bl Mo TNy nopoupuu;

—B Nonb3y AnarHo3a HT-1 6y,qu CNYy>XNTb BblABIEHNE CMMINTOMOB pPaxXmnTa,

— Taknum 06pa3omM, MPU HaANUMM OCTAaHOBKM Npu6aBKM B Bece y AeTel nepBo-
ro roga >XN3HW BaXXHO MPOBECTU KANHMYECKYH 1 N1abopaToOPHYH ANArHOCTUKY Ha
NpeAMeT BbISIBIEHUS MOPAXEHUSI MEYeHN, a B C/lyyae ee Haluumsa — cBoeBpe-
MeHHOoe AnarHocTtmnyeckoe obcnegoBaHme Ha npegmeT HT-1.

* KnnHmnyeckmn 3Haummas runeptpodpurueckas KapagmoMmmonaTust MoxeT 6biTb 06-
Hapy>XeHa y aeTeli ¢ HT-1, o4HaKo peako siBASETCA NepPBbIM N e4MHCTBEHHbBIM KNVHU-
YeCcKUM MposiBneHVeM 3aboneBaHus?. Korga noMmmMo KapAroMmonaTm HabnoAaroTcs
NPU3HaKN NopaxeHUst GyHKLMM NedeHu, HapyLleHre GYyHKLUN NoYeUHbIX KaHa/bLieB
NNW paxmnT, JOSIKHBI BbITb NPOBEAEHbI COOTBETCTBYHOLLME 06C/Ief0BaHSA C Lie/bo UC-

kKnrodeHma HT-1.
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bonesHb neyeHn — MwuToxoHapuraneHble uutonatum 9/100 000*
HacneACTBEeHHbIe 3aboneBaHMs | [anakTo3emus 6.6/100 000*
pacnpezeneHbl No YactoTe BonesHb BunbcoHa 5.84/100 000*

BCTpeYaeMocCTu B nonynsumn. | HacneActBeHHas HernepeHocMMocTb ¢pykTo3bl 5/100 000*

HacneactBeHHbIe 601€3HU MIMKO3UANPOBAHNS
(tun A — 1/20 000 (700 60nbHbIX B MUpe))*

bonesHb HnmaHHa-Mvka tmn C 2,5/100 000*
Aednumnt dpykTo3zo-1,6-andocdartasel 2,5/100 000*
FemadarouymtapHbli numéormctnoumtos 1/50 000*
bonesHb HakonneHuns ravkoreHa tin 1 1/100 000
TuposnHemus tin 1 1/100 000

[eMoxpomMaTo3 HOBOPOXAeHHbIX (100 cnyyaes)*
AueTaMnHopeHoBas TOKCUYHOCTb

BakTepranbHble MHGekUMK (cencuc, canbmoHennes, Tb)
BupycHble nHdekumm (LLIMB, renatut A, B)
OTpasneHus rpnbamm

MpenapaTbl Tpas

VianocrHKpaTyeckas peakums Ha npenapar, TOKCUH,
COCYANCTbIN/ULEeMNYECKNA NIV MHOUABTPATUBHBIA NpoLecc

lenatnt HOBOPOXAEHHbIX
HeKOTOpre NaKTaTaunao3bl

MoYeuHblin CUHAPOM CnHapom Jloy
LinctmHo3
[MoYeYHbIn KaHaNbLEBbIM aLa03
CnHApoM PaHKOHYU

Paxut r'mnodocaTasms
AednumnT BUTaMrHa [ (NuLLeBoi/reHeTuYecknia)
f'mnodochatemmuecknin paxmt
ButaMuH [I-3aBUCUMBIA PaxuT
CrHApOM PaHKOHM

HeBponorunyeckunin Kpu3 OTek MO3ra/kpoBou3nnsaHme
BakTepranbHbIA/BUPYCHBIA MEHWUHTIAT
MMnepHaTpremmnyeckasn Agervaparaums
OcTpas UHTepMUTTMpPYIOLLEAsA MopUpPKs

* 3a60/1€8aHUA PACNONOXEHLI 8 COOMEeMCMeUU ¢ Yacmomoli ecmpeyaeMocmu No ybbi8aHUK C02AACHO «Bbinycky omyemoe OppaHemy,
Hos6ps 2009, Nel, «<Yacmoma ecmpeyaemocmu pedkux 3a60negaHull. bubauozpaguyeckue 0aHHble».
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