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OnpepeneHune

AbDeTannnonpoTenHeEMUS] — peakoe ayT-pel
3abonesaHune ¢ MyJibmucucmemMHbiMu
[1POABNIeHUAMU, XapPaKTePN3yrLLEeEeCA:

| HapyLLeHneM BCcacbIiBaHUS XNPOB,
r’MNOXONecTepuHeMUEN,

aKaHTOLUWUTO30M,

OEPULIMTOM XUPOPACTBOPUMbIX BUTAMUHOB.




beTa-NnMNonNpPoTENHbI - ato komnnekch,
npeacTasnaloLme codbom Mosnekynbl 6enkoB B coMeTaHUM C

xXonecTtepuHom, cpocchonunupgamm,
Tpuauyunrnuuepmaamm n cogepxatine 6enok ano B-100,

urparoLmn rmnaBHyr ponb B POpMUpPOBaHNN
xunomukpoHoe u JINOHII.

®oconmnuasl

0 XUnomMUKpOHbI
TPaHCMOPTUPYIOT
9K30reHHbIe XXNpbl N3
KULLIEYHNKA B TKaHW

0 JINOHIM yyacTeyiOT B
TpaHCnopTe 3HAOMEeHHbIX
)KMPOB N3 NEYEHUN B TKAHU

XonecrepuH

TprnauunranuepuH
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oTmnonartoreHes

MyTauun reHa MTTP («microsomal triglyceride transfer protein»)
«Benok nepeHoca MMKpocoMarnbHbIX TpUrmeumnpnaos» (MTTP), KOTOPbIN
Heobxogum Ans co3gaHus 6eTa-nMNoNpPOTENHOB [
abeTanMnonpoTenHeMnmn [1 HapyLuaeTcsl cOopka XUNOMUKPOHOB U
JINOHI 1 HapyweHne TpaHcnopTta KK B KNeTKKU, TpaHcnopTa
XXNPOPaCTBOPUMBLIX BATAMUHOB B NEYEHb (B HOpME NMPOVUCXOANT B
cocTaBe XUNOMUKPOHOB) + HAKOMMEHME B 3HTEPOLUTAX U renaToumnTax
KK, xonecTtepuHa,dpoconmnnaos [ cteatorenatut, CUMNTOMbI
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Benyline cmHOpoMmbil:

1. CuHapom marnbabcopbunm xunpa

2. [vnoxonectepnHemMud

3. [emopparn4yecknin CUHAPOM——s But K
4. Hewvponamsa__, | nunugpl,xonectepuH,But
5. Mwvonartug E .

But D

6. [TUrMEHTHbLIN PETUHUT— | Byt A
(BeayLmun K cnenoTte co BTOPOro AECATUNETUSA XKNU3HW)

7. NOH > | Jlununabl, xonectepuH

(HapyLlEeHUSA CTPYKTYPbI KNETOYHBIX MEMOPAHEI)

8. AKaHTOUMUTbI — LLNOPOBUOHbBIE 3PUTPOLINTDI
(MamoaHOMOHUYHbIU pU3HaK)



oTuonartoreHes

HapyLueHna cuHTesa
NIMNOMPOTENHOBbLIX KOMMMEKCOB [
nedekTbl KNeToYHbIX MeMOpaH
% OputpoumnTbl NpnobpeTatoT
3Be3gyvarblie POoPMbl ="aKaHTOLIUTHI

» HeunpoB [J HenponaTus
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3aJepxKa B pocTe 1 Bece;
CteaToped (CTyn NEHUCTbIN, 31TOBOHHLIN)
[ enaTocnneHomMmeranus

[emopparn4eckmm CUHAPOM (KPOBOTOUUBOCTL OECEH,
HOCOBbLIE KPOBOTEYEHUS)

[Tpn Hann4yum LI cumntomel I (acunT, BapuKo3Hoe
pacllMpeHne BeH NuLLeBoaa, nanbMapHaga apmuTema,
TeneaHrnoaKTasusi, «ronosa mMeay3bl»)

Peungmsupyrowine nHMekunm
HapyLueHne ocTpOoThbl 3peHna [ crienoTa
MbileYyHada rMnoToOHUS

3agepxka B 'NMP, atakcu4yeckuin CUHOPOM, HapyLLEHME
4YYBCTBUTENBHOCTHU
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[lnarHocTuka

OAK, cBeToBasi MUKPOCKOMNUS Ma3sKa: akaHTOLMUTO3, Npu
rmnepcnneH3me — | Er, Tr, Ley

B/x kposwu: | JINOHT, JIMHI, xonectepun, T, T1AJIT/ACT,
naHkpeaTndeckmne epmMeHTbl B N

Koarynorpamma (I'TB, AMTB, donbdpuHoreH)
YpoBeHb BUTK, E, 1, A

Y3 OBbI1

nactorpadusa neyeHun, buorncma neYeHu

OracC c émoncunen AlNK n rucronornyeckum
nccnegoBaHmem 6MonNTaTos;

KoHcynbTaumsa odpransmonora

KT/MPT rm
KoHcynbTaumsa reHeTuka
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JleyeHne

[lneta ¢ HU3KNM coaepKaHNEM XKNPOB;

bonbline 0o3bl XXUpopacTBOPUMBLIX BATAMUHOB:
[ Tokodepon 50-170 Mr/Kr B CyTKW,

[0 PetnHona auetat 100-400 Me/Kr B CYTKH,

0 Bukacon 5 mr/cyt

0 Anbda-d3-teBa 2kan/cyT

AnbKkap 20% 10mn/cyT

MeCTHO B KOHBLIOHKTUBAlbHbIM MELLOK - TaydOH
4% 3 p/a (anga ynyyweHna odMeHHbIX NpoLeccoB)

[1lo mepe pa3BnTnA LMPpPO3a NEYEHN U ero
OekoMneHcauMm nokasaHa TpaHcnnaHTauuga
ne4vyeHu



KnnHnyeckun cny4yanu

AHaMHe3 XXU3HU:

bonbHon C., 11 neT, oT MonoabiX, 300POBLIX poanuTenen, 4-u
OOHOLUEHHON BEpEMEHHOCTH, NpoTeKaBLLEN 6e3 0CODEHHOCTEN,
4-X poaoB

(pebeHokK oT 1-1n bepeMeHHOCTN YMEpP B 2 MeC, 2—3-4
bepeMeHHOCTU — 300POBbLIE AETH), POALI B CPOK, ECTECTBEHHGIE.

B pogax acukcus sBcnegcreme o6smtna nynoBuHon. [1o roga
cTpagan oT Tsaxenom Mmanbabcopbummn, oTMevanach nrioxas
npmnbaBKa Maccbl Tena, [0 roga Haxoausricd Ha NOSTHOM
napeHTeparibHOM NUTaHUMN.

Co cnoB oTua (MeauLUNHCKUX AOKYMEHTOB He NpeacTaBreHo) c
POXXOEHUs oTMeYarnacb HenepeHOCUMOCTb XUPHoW NuLmn. C 2
NEeT NosiBUNAach XecTkas n3bnpatenbHOCTb B ee U 0TKa3 OT
BCEro XXMpHOro, nocne 4Yero ctan HabupaTtb Maccy Tena.




AHamMHe3 3abosiegeaHus:

HeogHokpaTHO obcnenoBancs B pasnuyHbiX cTauuoHapax, B 2017 T.
ObIN ANarHoCTUPOBaHbI LIMPPO3 NEYEHN HEACHOW 3TUOMOrK Kracc B no

child—pue, rmnepcnneHnsm, 3agepxka pocta comaTtmyeckoro reHesa,
KepaTonaTtmsa obounx rnas. B ntoHe 2018 r. nanapockonu4yecku dbina
BbIMOSTHEHA BMONCMsa NeYeHn, Ka4ecTBo BMONTaToB COMHUTESNBHOE,
BbISIBNIEHO BOCManeHne nopranbHbIX TPAKTOB C BblpaXXeHHbIM
CKI1ep0o30M U HEUTPOMUINbHON MHJUETPaUMeEn.

[ocnuTanusauns B OTAENIEHNE raCTPO3HTEPOSIONMM C renaTonorM4eckon
rpynnon HL3 PAMH 6bina obycnosneHa HE0OOXo4ANMOCTbHO
9TUONOIrM4YeCcKon ANarHoCTUKM.

Cmamyc ripu nocmyrnjaeHUU: macca Tena 22 Kr, poct 117 cm
(oTcTaBaHue 12—-20 CM), COCTOSIHME CpeaHEN TSKEeCTU No 3aboneBaHuto,
CaMOYyBCTBME YOOBIETBOPUTESNBbHOE. Habitus KyKOSbHbIN,
NHPaHTUIbHLIN. Macco-poCTOBbLIE NOKa3aTenn 1 Nnponopuumn Tena
COOTBETCTBYIOT 7-NeTHeMy Bo3pacTy. Ha nuue cocyguctble
3Be3404KU, Kanunnaput. CyctaBbl He UBMEHEHLI. 13 HOca rHOMHLIE
BblaeNeHus. [HOMHbIN KOHBIOHKTUBUT, briedpapuT. [NocTynun B
npogpome OPBW.




B 3eBe runepemus. [lbixaHune xectkoe. ToOHbI cepaLua sICHbIE,
puTMuyHble. HCC 73 B MUHYTY. XKMBOT MArkuim, 6e360ne3HeHHbIN,
yBernunyeH B pasmMepax. [ledyeHb rno nepegHen akCUNApPHOU NUHUN +2
CM, yBenum4yeHa ceneseHka +5 cm. Ctyn 1-2 pasa B A€Hb
KawwmueobpasHbIv Unm opopMIieHHbIN, Anypes 6e3 0cobeHHOCTEWN.

B xone obcnegoBaHus Obifin yCTaHOBIEHBbI OTHOCUTENbAA U
abcontoTHas numdonenmns (11% (Hopma 20-50%), 1,0 - 109/n (1,0
-109/n)), MakpouuTapHas aHeMus, NoBblilLeHHAst akTUBHOCTbL KOK 361 me
(25-194 me) n J1AAI 290 me/n (Hopme 91-225 me/n),
runoxonecrepuHemuma 1,2 mmons/n (3,1-5,2 mmorne/n), JINOHM n
JINHM cHnxeHsbl. AJT 44 en/n n ACT 93 en/n (Hopma 5-40 en/n),
renatut MMHUManNbLHOU ctenenn aktueHocTy, [T TI1 B Hopme. Huskoe
cogepkaHne ButamunHa B12 — 177 nr/mn (Hopme 208-964 nr/mn) B
coyeTaHunn ¢ merabnacTtHom aHeMMen ABUNOCL OCHOBaHUEM AN
Ha3Ha4YeHus LmaHokobanammHa.

[1pn cBETOBOU MUKPOCKOMNUN MA3KOB rnepuepmnyeckon Kposu rnpm
nepBOM MCClie4oBaHNM YNCIIO aKaHTOLMTOB AOCTUrasno 65%, Ha poHe
nevYeHnst X YACIo YMEHbLUMNOCHL A0 25%, vyepes3 9 mec ambynaTopHOro
neYeHns BbICOKUMMU o3aMun ToKopepona — 40 €AMHNYHbIX B None
3peHUs.



CBeToBasg MUKPOCKOMNSA Ma3KOB
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[lnarHocTuKa:

= [TaHKpeaTunyeckmne doepMeHTbl KPOBMU, MOYU B HOPME, B
TOM YUCIe aKTUBHOCTb Nnnasbl, 3rnacTtasbl Kana 616
MKr/r (Hopma > 400 MKr Ha 1 r kana), 4To ucknto4aet
NaHKpeaTu4eCcKyto He4OCTaTOYHOCTb.

= Jnactorpadumsa neyeHmn 5,9 Kna cooTBeTcTBYET QNOPO3Y
| cTeneHun (no Metavir), Yepes 9 MecC NNMOTHOCTbL NeYeHn
cocTaBuia 9,2 kna - F2—F3 no Metavir.

= KoHcynbTaums okynucTa: oTMeYyaeTcs
nepepacnpeneneHne nMrmeHTa rno BCeN NoBepPXHOCTU
ceTyaTKu, 3a cHeT Yero pedonekc MakynapHOU 30HbI
onpenensieTcst HeYeTKo. 3akMYeHNE: MMTMEHTHad
gereHepauusa cetyatku. ['loBepxHocTHas guctpodus
poroBuLbl.



[lnarHocTuKka

= OIOC: pacnpocTpaHeHHbIV racTpuT, AYOLEHUT, EIOHUT; rMNepniasus
BOPCUMHYATOrO CNOA TOHKOW KULLIKW.

=  Mopdronorundeckoe ncecnegosanume buontatos AlNK: runeptpodunst cnmsamcTon
000s104KM, TOSLLUMHA CNU3NCTON 0BOMNOYKN KALLKK yBernnveHa. KuweyHble BOPCUHKN
BblCOKME (525-725 MKM), A3bIKOBUOHOW 1 NMUCTOBUAHOW OOPMbI, YNOPALOYEHHbIE,
nexar nnoTHo. [mybuHa KpnnT HECKOSTbKO yBenuyeHa. B crnimancron obosnouke
BCTpeYaTCs MUKpononunosuaHole obpasoBaHnd. PyHKUMOHAIbHAdA
(BCcacblBaTesibHas) akTUBHOCTb 3MUTESNINA OYEHb BbICOKadA, SHTEPOLIUTLI BEPXHEN
MOSTOBMHbI BOPCUHOK 3arofiHEeHbI NMUnuaamu, yeenndeHa TorwmnHa d6asansHon
MemMOpaHbl anNuTenna. B cTpomMe BOPCUMHOK MPUCYTCTBYIOT «MEHUCTbIE» Makpodarm.
B ocHOBaHWKM KpUNT YMEHbLLEHO YUCIIO KIeToK naHeTa. JinmdoumtapHad
NHUNBTPAUMS aNUTENna yBenndeHa n coctaenseT 46%. B cobcteBeHHON
nfacTUHKe Takke yBenudeHo cogepxaHue MNKn J1o.

Taknum obpasom, ycTaHoBIEHa runepTpodmna cnnamcton odonoykn ANK ¢
rmnepTpoguren BOPCUHOK N HEDONbLLLMM YBENTUYEHUEM IMYOUHbI KpUnT. UMMyHHasA
aKTUBHOCTb

CNU3NCTON 0H60NOYKN yBENNYEHa.

3aknroyeHue: runeptpodus crnmamctom obonoyku AlNK. BelipaXkeHHbI oyOoaeHNT.
Mopdonorndyeckne nsMeHeHUst CrIM3NcTomn 0H60N0YKM KULLIKM MOTYT ObITb 0DYCNOBMNEHbI

FIAFI/ADIATAMNAIALIAD/ANAMNA A




JleyeHne

I'IpOBe,quHoe nedyeHne Ha BeCb nepmno rocnmntannl3aunn
NPOAOIIKUTENbHOCTbLIO 1 MEcC:

anbkap 20% 10 mn/cyT,

umMTOodonaBuH % TabneTkn 2 pasa B €Hb,
ypcodhanbk 250 Mr Ha HOYb,

BUTaMUH E 9 Kancyn B AeHb (100 Mr/Kr B CyTKW)
BUTaMMH A 1 Karncyna B AeHb,

anb@a-d3-tTeBa 1 Karncyna 2 pasa B 4€Hb,
Bukacon 1 Tabnetka 2 pasa B [€Hb,

BUTaMunH B12, 1 mn 8/M Ne 4.

[To noBoay octporo 6poHxuta nonydan AbT.

MeCTHO B KOHBIOHKTMBANbHbIN MELLOK nony4varn TaydoH 4% 3 pasa B
OEHb,

KopHeprernb 2 pa3a B A€Hb.

SKSKKKKLKKX



Taknm obpasom, anarHo3 abetanmnonpoTenHeEMUM
OCHOBaH Ha cregyouem CMMNTOMOKOMMIEKCE:

90% nedovumt JINHM v JINOHT
AKaHTOUMTO3 B KONMMYecTBe 22—65% B Ma3Kax

CuHapom manbabcopbuunn: cteatopen, B
aHaMHe3e HEMEPEHOCUMOCTU XXUPHOU MULLN,
HU3KOPOCIIOCTb

Hanunymm xpoHn4eckom DpoHXonero4Hom
NHJeKUnN

[TurmMeHTHOW AereHepaumn ceT4yaTKkm

OTaroweHHbIV HacneaCcTBEHHbIM aHAMHES —
Bnn3KopoaCTBEHHbLIM Bpak N CMEPTb NMEPBOro
pebeHKa B CeEMbe B BO3pacTe 2 MEC OT TAXeS10M
Manbabcopobuun — ABNAETCA YKa3aHMEM Ha
HacneacTBEHHYO nNpupoay 3aboneBaHus.



