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NMaumeHT b., 6 Nner
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AHaMHe3 XM3HMW

e pebeHok oT BUY-nHPMLUMPOBaHHbLIX poantTenen

e OT 3-1 6epeMeHHOCTH (1-as: M/a, 2-as: BbIKMAbILL)

* MPOTEKABLUEN HA (DOHE QHEMUM, reCTO3a 2-M MOSOBUHbI, XJTAMUANNHOWN
NHdEKUNK, Yrpo3bl NMpepbiBaHns B 26-27 Hepesb.

e C 14-n Hepenu 6epeMeHHOCTN MaTb NMpUHUMana peTpoBup ANns
NpoUIaKTUKM NepuUHaTanbHoM nepeaadun BUY-mHbekumm

e poabl 1-e, Ha 36-37 Hepdene, C NpeXxaeBpeMeHHbIM U3NTUTUEM
okononnoaHbIx BoA (6e3BoaHbIN NpoMexyToK 12 4y 20 MWH, BOAbI
MEKOHMWasIbHbIE)

e Macca npu poxaeHun — 3350 r, asivHa — 50 cm

* OLIeHKa Mo wkane Anrap — 7/7 6annos

e B poaax — BHYTPUBEHHOE BBEAEHNE peTpoBMpa, aanee — 10 gHen

e B paHHEM HEOHaTa/IbHOM Nepuoae COCTOSTHUE CPEAHEN CTEMEHU TSHXKECTU
3a cyeT cMHapoMa yrHeteHus LIHC rmnokcmnyeckoro reHesa,
acnnpaunoHHOro CMHApoMa

e (bn3nyeckoe n HepBHO-NMCUXMUYECKOE pa3BUTUE Ha NEPBOM rOAY XKMU3HU
COOTBETCTBOBANIO BO3PacCTy
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AHaMHe3 60/1e3Hu

® C POXAEHUA NOBbILUEHHbIN anneTuT

* M3MEHEHUS XapaKTepa CTyna — YacTtbi (0T 7 Ao 15 pa3 B AeHb),
0bU/bHbINM, MACIIAHUCTbIN, 3NTOBOHHbIN

* YBEIMYEHHBLIN B 06bEME XKMBOT, paclUMpEHHAss BEHO3Has CETb Ha
nepeaHen CTEHKE XUBOTa

e yactble OPU, HoCOBbLIE KpOBOTEYEHUS

® HEOJHOKPATHO NnepeHocun NHeBMOHUKU: B 2 roaa 11 mec. (MoHb
2007 r.) — ABYCTOPOHHSAS HMXHeaonesas, B 4 roga 1 mec. (B aBrycr
2008 r.) n 4 roga 4 mec. (Hosi6pb 2008 r.) — IEBOCTOPOHHSS U
NPaBOCTOPOHHAA HUXKHEAOEeBbIE
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AHaMHe3 60n1e3HM

e 3 Mec — BbisgBNneHa BUY-uHdekums (MLUP PHK BUY — 750000 konun/mn);
6/x aHanu3 kposu: AJTIT — 170 ME/n, ACT — 159 ME/n

e ¢ 5 Mec — no AaHHbLIM Y3, renatocnieHoMeranus

e c 1,5 €T — NONMKOMIMOHEHTHAs aHTUPETPOBUPYCHasa Tepanusa (3epuT,
3NUBUP, KANeTpa); 3Xonpu3sHaku AMddy3HOro napeHxmMmMaTo3HOro
npoLecca B NeYeHu, peakTUBHbIE U3MEHEHUS MOMKENYA0UHOMN XKENE3bI

e 3 roga — HEPOBHOCTb KOHTYPOB NevyeHn, napeHxmma ampdysHo
HeoAHOpPOAHA, MMMEP3XOreHHa, COCYaAUCTbIN PUCYHOK 0beaHEH,
crnneHoMeranus; 6/x aHanus kposu: AJTIT — 40, ACT — 73 ME/n.
MLUP PHK BUY <400 konun/mn

e 5 net 9 Mmec — Mmama BnepBble obpaTmnnack B by «HU31» PAMH ¢
»anobamum Ha KawmueobpasHbl «MaCISHUCTbIN» CTYN A0 15 pa3 B AeHb,
6011 B 0bnactu nynka nepen aktoM aedexkaumm
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PesynbTtatbl 06cnenosaHnn

O6BbEKTUBHO:

® HOPMOCTEHMUYECKOrO TENOC/IOXKEHUS, YAOBNETBOPUTENBHOMO NMUTAHNS
(Bec 25 kr poct 124,5 cm)

® KOXXHbIE MOKPOBbI 6/1€4HbIE, YACTbIE, YMEPEHHO BIAXHbIE

 paClLUMpPEHHAs BEHO3Has CETb Ha nNepeaHen rpyaHon 1 6ptoLLHON
CTEHKE,

* A3blK HE3HAUUTENbHO 06N10)KEH 6en0BaTbiM HANETOM

* XXMBOT YBESIMYEH B 06bEME, NMpu Nanbnaumm MArkum, 6one3HeHHbIN B
3NMracTpuun, NUIOPO-AyoaeHanbHOW 30He, Touke Kaya, noaB3ayT B
BEPXHUX OTAENax

® MEPKYTOPHO HWMXHSASA rpaHmua nedenun: +1,5+3+4cm+B/3+1 CcM HMXKe
kpas pebepHon ayrn (HaunHasa C NpaBon NepeaHen NoAMbILLEYHON
NIMHAN), NPWU Nanbnauum neYeHb KaMEHUCTOWN MIOTHOCTU, MOBEPXHOCTb
ee byrpucras, Kpan HEPOBHbIN, HECKO/IbKO 60/1e€3HEHHbIN Mpu
Nanbnauuu,

* NANbNUPYETCS HMXKHUIN NOMKOC CENE3EHKMN,

® CTY/1 CBET/NIO-KENTbIW, KALIMLIEOOPasHbIN, «MACNAHUCTbIN>, 3/T0BOHHbIN
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Pe3ynbTatbl 06CNeqosaHus

KnMHnyecknim aHasns KpoBu:
remornobuH — 102 r/n, TpoMboumnTbl — 106*10°/n

BMOXMMMNYECKUI aHA/IN3 KPOBM:

AT — 43 Ea/n, ACT — 61 Ea/n, nunasa 6 Ea/n (Hopma 10-22),
xonecrepuH — 2,52 mmonbs/n (Hopma 3,1-5,2)

CkpuHuHr renatutoB B, C, D — oTpuuatensHo

AytoaHTuTena: ANA, AMA-M2, anti-LKM1, ASMA, anti-ds-DNA,
p-ANCA

LlepynonnasmuH — 25,1 mr/gn (Hopma 17,0-42,0)
Anbda-1-aHtutpuncun — 174,0 mr/pn (Hopma 78,0-200,0)
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PesynbTtaTbl 06CcnegosaHma®

Konporpamma:.

KOHCUCTEHUMS — KawuLleobpa3Han
MbllLIeYHble BO/IOKHa — MHOro (Hernepesap.)
HEUTpPasbHbIA XXUP — O4€Hb MHOIO
pacTUTENbHAs KNeT4YaTKa — 3HauYnTeNbHOE K-BO
Kpaxmas — BHEK/IETOYHbIN, HEMHOIO

CNnU3b — Mano

nenk. — ea.B n/3p, 3puTpoL,., 3SNUTeMn — oTp.
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1 Ang. 55.61°

JXorpaMmbl neyeHu naumeHTta b., 6 ner ¢ UMPpPO30OM nNeyeHn Ha poHe
TAXKEeNIoOro TeyeHnss Mykoemcymaosa:

A — renatomeranusi, Bblpa)keHHas Auddy3Has HeEOAHOPOAHOCTb U
FMNEepP3X0reHHOCTb MapeHXnMbl NeYyeHn, MHOXECTBEHHbIE Y31kl

b — KOHTYpP nNeYyeHn HePOBHbIW, Yo/ BUCLIEPANTbHOIO Kpasl 3aKpyr/ieH,
BblpaXkeHHas aAnddy3Hass HeoOAHOPOAHOCTb NAapeHXMUMbl NeYeHn

XVII Cre3d neduampoe ¢ MexxQyHapOoOHbIM y4Yyacmuem

Llikona no demckoli 2acmpo3Hmepoo2uu u
«AKkmyanbHbie npobnembl neduampuu»

eernamoJsiocuu



PeaynbTaTbl 06C/1ef0oBaHNSA |

C:
eauaTpos
P

YnbTpa3ByKoBas 3acrorpadpumsa neyeHu:

Npyn NPoOBEAEHNUN CEPUN U3MEPEHNN B NMPABOWN A0NE NeYeHu
BCe NoKa3aTeJiM BblpaXKeHO MNOoBbILeHbl, KOnebnoTcs B
ananasoHe 31,6-75,0 kla (Hopma — go 5,7 klla),

cpeAHee 3Ha4yeHre 3HAYUTEsIbHO NOBbILLEHO U
coctaBnset 40,3kla, 4TO COOTBETCTBYET LLMPPO3Y
neyeHu (F4 no wkane METAVIR).
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AvnarHos?

Ha ocHoBaHuM pe3yibTaToB 06cnenoBaHus y pebeHka
MUCKJ1IOYEHbI:
* QYTOMMMYHHbIE renaTuThbl
6one3Hb BunbcoHa
anbda-1-aHTUTPMNCUHOBAs HEAOCTAaTOYHOCTb
BUpPYCHble renatutsl B, C, D
rMKoreHoBast 601e3Hb

BO3MOXHbI€ NPUYUHDbI TSIKEJIOr0 NMOPAKEHUSA NMEUYEHMU:

e B paMKax BpoOXAeHHoN BUY-mHdpekumm

e [pY BO3AENCTBUU MHMDEKUMOHHBIX areHToB (ONMOPTYHUCTUYECKME
MHPeKUnn: MnkobakTepunanbHble, 6akTepuasnbHble, rPUOKOBbIE,
NPOTO30MHbIE)

e  OHKOJIOrM4yecKuMm rnpoueccoM (capkoma Karnowwu, nmmgoma)

e aHTUpPEeTpOBMpPYCHas Tepanus (renaToTOKCUYHOCTD)

e ClA-accoummpoBaHHas xonaHruonatus (No TNy NanunsapHoro
CTEHO03a, CK/1IepO3MPYIOLLIEro XONIaHIrUTa, CTPUKTYP BHYTPUNEYEHOUYHbIX
XKENYHbIX NPOTOKOB).

* vROYETAHHOE NONVATUONOMYECKOE MOopaXKeH e neyeHn Ha poHe BUY

'HapPOOHbIM Y KoJia o gemckKou 2cacmpo3Hmeposioc2uu u
«Akmyaanble ﬂpO6ﬂeMbl neduampuu» eernamoJsiocuu




MarHMTHo-pe3oHaHCHafa TOMOrpamMMa nauuveHTta b., 6 ner c Uuppo3om
rneyeHu npm Mmykosucumaose (akcuasibHass NPOEKLMS ): BbipaXXeHHas renaTo-
N CNNIEHOMEranns, HEPOBHbIA KOHTYP neyeHn, Aedopmaumsa A0NEN U CETMEHTOB
neyeHn, BblpaxkeHHasa HEOAHOPOAHOCTb ee MapeHXMMbl NeYeHn 3a cUeT
MHOXXECTBEHHbIX pereHepaTopHbIX Y3/10B U rpybbiX COeANHUTENBHO-TKAHHBIX TSXXEN,
6yrpucTbin KOHTYPMeggyﬁzlgggnynquoﬁ Xene3bl, KNCTO3Has ee TpaHCchopMaLums
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PesynbTaTbl 06CcnenosaHmns

c
eauaTpos
occum

KT opraHoB rpyiHOW NOJIOCTU:

B 060MX Nnerkmnx onpenensitotTcs 6poHX03KTas3bl,
YaCTMYHO 3anoJIHEeHHble (B BEpXHEN, CPEAHEN U
HVKHEWN J0NSX NPaBoro SIErkoro n B A3bl4KOBbIX CErMEHTaX
BEPXHEN AOMN U B HUXKHEW A0NE NTEBOr0 NErKoro),
NHUIbTPATUBHbIE U3MEHEHUS B NNEFKUX HE BbISIB/IEHbI, B
napaTpaxeasbHOW N 6udypKaLMOHHOW rpynnax
onpenensTcs ntMM@daTnyeckme y3nbsl pasMepamum 40 8 MM.
3akstoyeHne: 6poHX03KTa3bl B 060UX JIErKUX,
BHYTPUrpyAHasi afieHornaTus.
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Pesynbratbl 06CnepoBaHusa ¥

NaHKpeaTU4yeckas 3j1actasa-1 -
86 mkr/r (HopMma >200)

NoTtoBas npoba
Ha annapate «HaHopgakT>» — 104 mMmonb/n NaCl
(HopMma po 60 MMonb/n).
Pe3ynbTaT NONI0XKUTENbHLIN

NMNpu aHanmse HK
o6Hapy»xeHbl myTauumn F508del n CFTRdele2,3
(21kb) B reHe CFTR
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Coto3

neguarpos
Poccuu

OvarHo3: MykoBucumaos,
cMelwlaHHaa popmMa,
TSHKeoe TeyeHue
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KoppeKkuus BHELLHECEKPETOPHOM &

HEeAJOCTATOHYHOCTMU
[lpenapaTom nepsoro Bbibopa “== S
ABJIACTCA gl S
Kpeor-10000 n 25000 E/ == = |

NpenapaTtbl AOJIKHbI 6bITb XXMBOTHOIO NMPOUCXOXKAEHUA

coAep)XaHne AOCTaTOYHOro Konm4vectsa epMeHTOB (coaepXxaHue
nvnasbl Ha oauH npueM nuwun ao 30000 EA

HanM4yme 3HTepocontobunbHoM 060104KK

PaBHOMEPHOE 1 BbICTPOE nNepeMeLLMBaHME C MULLEN
OJHOBPEMEHHbIN NMaccaX GepMEHTOB C NULLIEN Yepe3 NPUBPATHUK
B AMNK

bbicTpoe ocBobOXAEHNE (DEPMEHTOB B BEPXHUX OTAENAX TOHKOM
KULLIKWA

OTCYTCTBME XENYHbIX KUCNOT

6e30MnacHOCTb, OTCYTCTBME TOKCUYHOCTU
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lpenapaTom nepBoro |
Bblbopa siBnsiercs
KpeoH-10000 n 25000 EA

e XKenaTMHoOBag Kancyna 4yepes 1-2 MUHYTbl pacTBOPSAETCH B
KWMCNOW Cpeae Xenyaka

e MUHUMUMKpOCdepsb! (AMaMeTp Yactul 1 MMm), ocBoboXxaasicb
PaBHOMEPHO NepeMeLInBatoTCa C nuuwen, 6ecnpensaTCTBEHHO
TPaHCNOPTMPYIOTCH B XMMYCe B ABEHaALATUNEPCTHYIO U TOHKYIO
KULLIKY, rie akTUBUPYIOTCS B LLIESTOYHOW Cpeae

e He TpebyeT BK/IIOUYEHNS B TEPANEBTUYECKYIO MPOrpaMMy
NpenapaToB, CHMXaOLWMUX KUCTIOTHOCTb XXeTyJ04HOro CoKa

* HAYMHAET IEMCTBOBATb B ANCTAJIbHbIX OTAENAX
NBEHAALATUNEPCTHON KULIKKU, HE pa3pyLUaeT pUnn3nHr-gakTop
XONELMNCTOKMHNHA N HE TOPMO3UT CTUMYNALMIO NOMKENYA0UYHOM
XXenesbl
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KoppeKuus BHELLHEeCEKPEeTOPHOWU
HEe0CTaTO4HOCTN

L1036l MMKpOChepnyeckux naHKpeaTn4yecknx (pepMeHToB
/151 60/1bHBbIX MB (H.FO. Kawmpckas, 2001)

[leT rpyaHoro Bo3pacra Oetwn ctapwe 1 roga

2000-6000 EAl/kr/cyT, uTO paBHO
500-4000 EA nuna3bl Ha 1 1 Xupa

2500-3300 EA Ha 120 mn Mosoka B nuuie
(MONOYHOW cMecn), YTOo paBHO 400-800 500-1000 E/l/kr Ha OCHOBHOM
EQ nuna3bl Ha 1 r XXupa B NUTaHUU NpVeM MM

250-500 E/kr Ha
NOMONHUTENbHbIA NPUEM MULLN
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Coto3

neguarpos
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Cnacmb6o 3a BHUMaHuel
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