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KOMILJIEKC TYBEPO3HOTO CKJIEPO3A:
KJIUHUYECKUIT C/IYUAIl PAHHEI IMATHOCTUKU

YO «benopycckuu 2ocydapcmeenmviti MEOUUUHCKUU YHUBEPCUMEM >

Komnaexc mybeposnozo ckaepoza (KTC, mybeposnviti cxaepos, 6ose3no Bypresuiis-
IIpunena) — 3mo MyabMUOPZAHHBLL CUHOPOM, NPOSABIAAIOUUIC pA3sumuem 006poKaye-
CMEEHHBIX U 3/I0KAUECTEEHHBLX ONYXOJel ¢ pa3iuunoi aokaiusayuer. OcHo6HOU Npu-
qyunot cmepmu navyuenmos ¢ KTC aeasiomces npozpeccuposanue cy63neHOUMAIbHbLY 2U-
2AHMOKAEMOUHBIX ACMPOYUTNOM 6 20JLI06HOM MO32€ U AHZUMUOJUNOM 6 NOUKAX, d MAKKE
pazeumue cneyupuueckozo NOpaKenus 1eeKux — JUMPAaAHzUOMUOMAMO3A.

Hecmomps na mo, umo penanivHo-K1emounas KaApuunoma 6Cmpeudaemcs OmHocumeiv-
1o pedxo (moavko y 2—4 % nayuenmoe ¢ KTC), mem ne menee ona 6HOCUM 3HAUUMENb-
HoLll 6KAA0 6 nokasameau aemaivHocmu. Brenoueunvie nposisaenus KTC 6 epyonou
KJAemKe, OPIOWHOU NOJOCMU U YEHMPAILHOU HEPSHOU CUCMeMe NOMO2AOMm 6 OUAZHOCTU-
ke KTC.

B cmamve npedcmasaenvt dannvie 0 namozenese, KAUHULECKOU Kapmune, OUazHOCU-
yeckux Kpumepusx u cospemennvix nooxooax xk mepanuu KTC, a maxxe pe3yivmamol
cobcmeennozo Habawdenus 3a nayuenmom ¢ KTC.

Katoueevte caoea: mybepo3nviil cKiepo3, ONYyxoav, 0udzHOCMuUYEcKUe Kpumepuu,
demu.
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TUBEROUS SCLEROSIS COMPLEX:
A CLINICAL CASE OF EARLY DIAGNOSIS

Tuberous sclerosis complex (TSC, tuberous sclerosis, Burneville-Pringle disease) is a multi-
organ syndrome manifested by the development of benign and malignant tumours
with different localizations. The main cause of death in patients with TSC is the progression
of subependymal giant cell astrocytomas in the brain, angymyolipomas in the kidneys
and the development of lymphangiomyomatosis.

Although renal cell carcinoma is relatively rare (only 2—4 % of patients with TSC),
it nevertheless contributes significantly to mortality. Extrarenal manifestations of TSC
in the chest, abdomen and central nervous system help in the diagnosis of TSC.

The paper presents the data on the pathogenesis, clinical picture, diagnostic criteria,
current approaches to thervapy and results of our own observation of patient with TSC.

Key words: tuberous sclerosis, tumour, diagnostic criteria, children.

I-lepBoe onucaHWe KoMMAekca Tybe-
pO3HOro ckanepoda (KTC) patupyetcs
1835 r., koraa P. F. O. Rayer B cBoeM aTaace
n306pa3nA MOAOAOTO YENOBEKA C Mopaxe-
HUEM KOXM, XapaKTePHbIM AAA AGHHOIO 3a-
6oneBanus. B 1862 r. F. von Recklinghausen
npeACTaBUA COOBLLEHME O pe3yAbTaTax nato-
AOr0OQHaTOMMUYECKOrO UCCAEAOBAHUA ymMepLLe-
ro MAQAEHLa, y KOTOPOro MMEAOCb MHOXe-

CTBO OMyXOAeN cepaLa, KAaCCUGULIMPOBAHHDBIX
Kak «MMUOMaTO3Hble». Kpome Toro, oH obHa-
PYXWUA U3MEHEHUA B FOAOBHOM MO3re pe-
6eHKa 1 onMncan UX Kak pacnpoCTPaHEHHbIN
CKAepO3. epBbli AeTaAbHbIM 0630p HEBPO-
AOTUUYECKUX CUMMTOMOB W rpybor naTtoAormm
LeHTpanbHOW HepBHoM cuctemsbl (LLHC) y na-
uMeHTkn ¢ KTC npeactaBua D-M. Bourneville
B 1880 r. OH ycTaHOBWA Npu ayTONCUKU CBOE-
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06pasHble U3MEHEHUST B MO3re (y4yacTku
rMNepTPodGUN U CKAEPO3MpPOBaHUA 60po3A
C MHOXECTBOM YMNAOTHEHWW, NPUAABABLLMX
M3BUAMHAM Yy3AOBaTbld BUA WU HaNOMWHAB-
LIMX KAYOHK (Tybepbl)), UTO AQAO OCHOBaHUE
NPEAAOXWUTb HOBbIWM TEPMUH AAS HA3BaHUA —
«Ty6EepOo3HbIM CKAEPO3 U3BUAMH Mo3rar. F. Balzer
n P. Menetrier (1885), J. J. Pringle (1890)
onncaAm UBMEHEHUA KOXM Ha AuLe npu KTC
W Ha3Banu ux «congenital adenoma cebaceum»
(BpOXXAEHHaAA apeHOMa CaAbHbIX xeAed). B no-
CAeAyHoLME TOAbI MHOrMe aBTopbl obpalla-
AW BHUMa@HWE Ha MYABTUCUCTEMHOCTb Mopa-
XeHnn npu KTC M Ha pasAMYHYIO CTEMEHb
BblPaXX€HHOCTU KAMHUYECKON KapTUHbI 3a00-
AEBaHUS AaXe B paMKax OAHOM cembu [1].

3aboneBaemocTb KTC Bo BcemM MuUpe Co-
ctaBadet oT 1:6000 a0 1:10 000 HOBOPOX-
AEHHbIX, COMAACHO HEAaBHO MPOBEAEHHbIM
MUCCAEAOBaHUAM B BeAnkobputaHun u lep-
MaHWKN C UCMOAb30BAHMEM MOCAEAHUX AMar-
HOCTMYECKMX KpuTepureB - oT 1:5800-6760
A0 1:13 520 mnaapeHueB [6-8].

Komnaekc Ty6epo3HOro ckaeposa - 3T0
ayTOCOMHO-AOMMWHAHTHOE 3aboAeBaHue, xa-
pakTepuaytoeecs nopaxeHnem pasAMyHbIX
opraHoB U cuctem. OcHoBHOM nNpuumnHon KTC
ABAAKOTCA MyTauMM B OAHOM M3 ABYX FE€HOB
(TSC1 nam TSC2), npuBOASALLME K AUCOYHKLIMM
ramapTtuMHa UAM TybepuHa. 3t 6enkn obpa-
3yHOT MPOTEUHOBbIN KOMIMAEKC, KOTOPbIN MOMO-
raeT peryammpoBaTtb KAETOUYHYHO MnpoAudepa-
LMI, MHIMOMPYS CUrHAAbHbIM MyTb mammalian
target of rapamycin (mTOR). CoOTBETCTBEHHO,
npu KTC nNpoMCXOAUT MOCTOAIHHAs akTuBa-
uMsa mTOR B KAeTKax M TKaHsax [5, 9, 10].

OcHoBHble npu3Haku KTC BKAKOYALOT Ony-
XOAM TOAOBHOIO MO3ra, KOXM, cepala, Aer-
KMUX U MOYEK, CYAOPOXHbIN CUHAPOM, U3Me-
HEHWST ayTUCTUYECKOIO CNEKTPa U KOTHUTUB-
Hble HapylweHus [1, 2-4].

O6HOBAEHMA KAMHUYECKUX PEKOMEHAA-
LMK NO AMArHOCTUKE, HAOAOAEHUIO U BeAe-
HUIO NauneHToB ¢ KTC 6biAK onybAMKOBaHbI
B 1998, 1999 1 2013 rT. C yueToM NOCTOAHHO
NPOBOAMUMbIX KAMHUYECKUX WMCCAEAOBaHUM,
CO3AaHUA M 0A0BPEHUSA HOBbIX A€KapCTBEH-
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HbIX NpenapaTtoB pabounmu rpynnamu no KTC
B 2021 r. npeacTaBAEHbl HOBblE PEKOMEHAA-
umm (Consensus Guidelines for the diagnosis,
surveillance and management of TSC) [7, 8].

O6HOBAEHHbIE AMArHOCTUYECKME
Kputepumn

1. leHeTuueckue Kputepmn. UneHTUGUKa-
LM natoreHHbIx BapuaHTtoB B TSC1 nam TSC2
reHax BaXkHa AN CBOEBPEMEHHOIO BbIIBAE-
HUS npu3HakoB KTC, HAabBAIOAEHUSI U MPOTHO-
3nupoBaHmMa KTC He3aBUCUMO OT KAMHWUYE-
CKMX AAHHbIX, MOCKOAbKY nposiBAeHus KTC
BO3HMKAIOT C TEYUEHMEM BPEMEHN B PA3HOM
Bo3pacte. ¥ 10-15 % naumeHtoB ¢ KTC,
UMEKLLNX KAMHUUYECKME AMArHOCTUYECKUE
KPUTEPUU, HE YCTAHOBAEHbI MyTaLMK, NOSTO-
My oTcytcTBue myTtaumm B TSC1 uam TSC2
reHax He UCKAtoUaeT pmarHo3 KTC [7].

2. HOBble KAMHUYECKME KPUTEPUU UMELIOT
TOAbKO ABa U3MEHEHWS N0 CPaBHEHUIO C Nnpe-
AblAYLLEN BEpCUEN W TeNepb BKAKOYAKOT
11 OCHOBHbIX U 7 AOMOAHUTEAbHbIX MPU3Ha-
koB (Tabaunua 1) [4, 7].

Hannume 2 ocHOBHbIX, 1 OCHOBHOIO + 2 AO-
MOAHUTEABHbIX MPU3HAKOB CBUAETEABCTBYET
0 BbiCOKOW BeposATHOCTU KTC, 1 0CHOBHOro
AMBO 2 AONMOAHUTEABHbIX — BO3MOXHOM AMar-
Ho3e KTC [7].

PekomeHAaLMN NO HABAKOAEHUIO U BEAE-
HUIO AWUL, C nopo3peHneM Ha KTC uAM noa-
TBEPXAEHHbIM AMarHo3oM KTC 0606LeHbI
B Tabauue 2 (cMAa pekoMmeHaauuin 3) [7].

AnppepeHumnanrbHbini anarHo3 KTC npo-
BOAMTCSI CO CAEAYHOLLUMMU 3a00NEBAHUAMM:

1. Butuauro.

2. Nevus anemicus.

3. BaapaeHbypra CUHAPOM.

4. TunomenaHos Uto.

5. CuHapom Ayu-bap.

6. MoAMKMCTO3HAA BOAE3Hb NOYEK.

7. Anuaencus [1].

Beaenme naumeHtoB ¢ KTC

OCHOBHbIM MOMEHTOM MO HabAIAEHUIO
naumeHToB ¢ KTC aBasgetca obecneyeHue
COLIMAABHOM U MCUXOAOTMYECKOW MOAAEPXKKN,
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Tabanua 1. KAMHUYUeCKUe AMarHocTUYecKue KPpUTEepumn KOMNnAeKca

Ty6epo3HOro ckaeposa

OcHOBHble (60AbLIME) KPUTEPUU

AONOAHUTEABHbIE (MAAbIE) KPUTEPUU

MnomenaHOTUYECKME MaKyAbl (>3), HE MeHee 5 MM B AMameTpe

MATHa TMNa «KOHOETTU» Ha KOXE

AHrMOOUOBPOMBI (>3) UAK GUBPO3HBbIE BASILLKK Ha FOAOBE

AedeKkTbl amanm 3yb6oB (>3)

OKoAOHOrTEBBIE HUOPOMBI (=>2)

®unbpombl NOAOCTH pTa (=2)

YyacTku «LIJaneHeBOﬁ KOXWN»

AenurMmeHTMpOoBaHHbIE NATHA
ceTyaTkun

MHOXeCTBEHHbIE raMapTOMbl CETYATKU

MHOXeCTBEHHbIE KMUCTbI NOYEK

MHOXeCTBEHHbIE KOPTUKAAbHbIE Y3Abl U /WAU papnanbHble MUrpa-
LUMOHHbIEe AMHUKU B BEAOM BELLECTBE MOAOBHOIO MO3ra

HenoueuyHasa ramaptoma

CybaneHAMMaAbHbIE Y3AbI (>2)

CKAEPOTUUECKHKE NOPaxXeHWs KOCTHOM
TKaHW

CybaneHAMMaAbHas TMraHTOKAETOYHas acTpounuToma (CETA)

Pabaomuoma cepala

AumbaHrnoneriommomatos (NAM)

AHTMOMUOAUNOMBI (=2)

Tabavua 2. KAMHUYecKue peKomveHAauuUu no NnpoBeAeHUuo AMarHoCTU4eCKoro nouckKa
Nnpy nepeBU4YHOM U AUHaAMUUYECKOM o6cnepoBaHuM nauueHTa ¢ KTC

OpraHbl U cUCTEMBI PekomeHpauuu npu nopo3peHnn Ha KTC

PekomeHAaLUKU Mo HABAOAEHUIO NaLUEHTOB
¢ KTC

CHop cemenHOoro aHaMmHe3a 3 NOKOAEHUI
ANl BbISIBAEHUA APYTMX UYAEHOB CEMbM
¢ puckom KTC.

[eHeTMUYeckoe TeCTMPOBAHME U KOHCYAb-
TMpOBaHWE CeMbM, Korpaa anarHosd KTC
HaxXOAMTCSA MOA BOMPOCOM M HE MOXET
6bITb MOATBEPXAEH KAMHUYECKM

HacaeaCTBEHHOCTb

[eHeTUYEeCKoe TECTUPOBAHWE U CeMen-
HOE KOHCYALTUPOBAHWE, ECAU OHO HE MNPOo-
BOAMAOCH paHee

LUHC MPT ronoBHOro mosra AASl BblIIBAEHWUA
KOPTUKaAbHbIX Y3AOB, PpaAWaAbHbIX
MWIPaLMOHHbIX AMHKI 1 CETA.
MpoBepeHne I3l B 6OAPCTBYHOLLEM U CNA-
LLLEM COCTOSHWU. TP HAAMYUN OTKAOHE-
HUI OT HOPMbl, 0OCOBEHHO ECAMU MPUCYT-
CTBYIOT npu3Hakn KTC-accoummpoBaHHOro
HENPONCUXMATPMUUECKOrO PacCTpPOMNCTBa,
noBTopHasa 8-24-yacoBasa BWUAEO-I3I

AN OLEHKM CYAOPOXHOM aKTUBHOCTU

MPT ronoBHOro mo3ra kaxable 1-3 ropa
y NauMeHToB 6€3 KAMHUYECKUX NPOSIBAE-
Hu KTC monoxe 25 AerT.

Mpn yBeanueHmmn pasmepon CETA v oTcyT-
CTBMM CMMMNTOMOB MOXET NPUMEHATLCSH
AMBO XMpypruveckasn pesekums, AM60o UHIM-
6utopbl MTOR.

MpoBeaeHue I3 y 6ECCUMNTOMHbIX Ae-
Ten ¢ KTC kaxable 6 Hepenb A0 12-me-
CSIYHOro BO3pacTa M Kaxable 3 mecsiua
AO BO3pacTa 24 MecsLEeB.

BurabatpuH - Tepanua nepBon AUHWU
NpU UHGAHTUABHBIX CyAOPOTrax.
3BEPOAUMYC U KaHHAOUAMOA 0A0BPEHDI
AN AEYEHUSA CYAOPOT, CBA3AHHbIX ¢ KTC

KomnaekcHas oueHKa BCeX NOTEHUMaNb-
HbIX NposiBAeHun KTC-accoumMnpoBaHHOro
HENPOMCUXMATPUUYECKOrO PaCCTPOMCTBA
(paccTporcTBa ayTMCTUUYECKOrO CNEKTPA,
A3bIKOBblE HapYyLUEHUA, CUHAPOM Aedu-
uMTa BHUMAaHUS/TUNEPaKTUBHOCTH, Tpe-
BOXHbI€ PacCTPOMCTBA).

ObecrneyeHne MCUXOAOTMUECKON W CO-
LMaAbHOW MOAAEPXKKM CEMbBAM

KTC-accoummpoBaHHoe
HenponcuxmaTpuueckoe
pacCcTpomCcTBO

EXeroaHbIn CKpUMHUHT Ha KTC-accoummpo-
BaHHOE HENPOoMNCcUXMaTpUUecKoe PaccTpPom-
CTBO B OCHOBHblE MEPUOAbI PA3BUTHUSA:
0-3 ropa, 3-6 aet, 6-9 net, 12-16 AeT,
18-25 AeT M no Mepe HeobXoAMMOCTU
B MOCAEAYIOLLEM.

MHAMBKMAYaAbHaA obpa3oBaTeAbHas Npo-
rpamma
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OKOHYaHHue TabamLbl 2

OpraHbl U cucTeMbl

PekomeHpaumm npu nopo3perHun Ha KTC

PekomMeHAaLMKW MO HABAOAEHUIO NALUEHTOB
¢ KTC

Moukun

MPT 6ptOLLIHOM NMOAOCTU AASl OLEHKM Ha-
AMUYMUST @HTUOMMOAUTNOMbI U KUCT.
lpoBeaeHME CKPWHUHIA Ha apTepuanb-
HYHO TMNEPTEH3UIO.

OueHka OYHKUMOHAABHOrO COCTOSIHUS MO-
YeK C pacyeToM CKOPOCTU KAyBOUuKoBOM
dunbTpaumnn (CKO), onpepeneHunss npote-
NHYPUK

MPT 6ptOLLIHOM MOAOCTH AASI OLIEHKM MPO-
rPeccUpoBaHns aHIMOMUOAMIOMbI U K1C-
TO3HOM BOAE3HM NMoYeEK KaxAble 1-3 roaa.
OueHka OYHKLMOHAABHOIO COCTOSIHUS MO-
yek He pexe 1 pasa B roa.

Mpu 6eccMMNTOMHON aHTMOMUOAUMOME
6onee 3 CM PEKOMEHAYETCA WUCMOAb30-
BaTb MHIMOKUTOPLI MTOR

Nerkue

YTOUHEHME Xanob, CBUAETEABCTBYHOLLMX
0 3ab60oAeBaHNAX COEAMHUTEABHON TKaHM,
KEAUEBbIBOASILLMX NYyTEN U AblIXaTEAbHOM
CUCTEMbI (OAbILLKA, KallleAb, CMOHTAHHbIN
NMHEBMOTOPAKC) Y BCEX B3POCAbIX NALIMEH-
ToB ¢ KTC.

BbinonHeHe KT rpyAHOM KAETKM BCeM
XEHLLUMHAM W MYXUYMHAM C KAUMHUYE-
CKMMW CUMNTOMaMM, HaurMHaa ¢ 18 aet
W cTapLue.

OueHka OYHKLUMIN BHELIHErO AblXaHWUS
(®BA) 1 npoBeaeHue 6-MUHYTHOrO TecTa
¢ xoAbbOOM Yy NauMeHTOB C MpPU3HaKamu
KUCTO3HOWM BOAE3HM AETKWUX, COOTBETCTBY-
towen AAM no KT rpyAHOM KAETKM

A/\H naunMeHToB C NpM3HakKaMMn KUCTO3-
Horo 3aboneBaHWA AETKMX, COOTBETCTBY-
towero AAM no pesyabtatam KT rpyaHon
KAETKU, UHTEPBAAbI MEXAY NMOBTOPHbLIMMU
MCCAEAOBaHWUAMM OMPEAEAAIOTCS MHANBU-
AYyaAbHO.

OueHka O®BA He pexe 1 pasa B roay na-
uMeHToB ¢ npusHakamu NAM Ha KT rpya-
HOW KAETKM, yalle npu BbICTPOM npo-
rPeccupoBaHmK.

BakuMHauMa cOOTBETCTBEHHO BO3PacTy,
a TakXe NpoTuB rpunna, onodacbiBatoLLe-
ro reprneca, NHEBMOKOKKa

Cepaue

Axokapamorpadumsa (3xo-KI) naopa AAA Bbl-
ABAEHWUA PabAOMMUOMbI MPEHATAAbHO.
3xo-KI' peTam B Bo3pacTte A0 3 A€T.
AnekTpokapamorpadusa (AKI) B Aobom
BO3pacTe AAA BbISIBAEHUS HapyLUEHWH
NPOBOAUMOCTHU

3xo0-KI kaxable 1-3 ropa y AeTen ¢ pab-
AOMWOMOM cepaLa.

IKT Kaxable 3-5 AeT AA MOHUTOPUHIa
HapyLleHW NPOBOANMOCTH

Koxa

AeTanbHbI AEPMaTOAOTMUYECKMIA OCMOTP

N\euyeHne nokasaHo Npu YBEAMYEHUU pas-
MEpPOB U KOAMUYecTBa obpaszoBaHui, 60-
AEBOM CMHAPOME UAU KPOBOTEUEHUM.
I'Ile NMAOCKUX UAU MUHUMAAbHO BO3Bbl-
LLAKOLLIMXCA SAEMEHTaX MECTHO MHIMOU-
Topbl MTOR.

Mo NokasaHWAM XMPYPruyeckoe AeYeHue

3y6bl

AeTanbHbI CTOMATOAOTMYECKMUIA OCMOTP

OcMOTp KaxAble 6 MecaueB.
[MaHOpPaMHbIM PEHTTEHOBCKWUIA CHUMOK
AASI OLEHKW pa3BuUTUS 3yOOB, NPU HaAK-
UMM aCUMMETPUM UAU 3aAEPXKKU HOP-
MaAbHOrO NnpopesbiBaHKsa 3y6oB

[ha3a

OdTanbMonOrMUEeCcKoe  0bBcAepOBaHUeE,
BKAKOUAA pacCLUMPEHHY0 GYHAOCKOMMUIO,
AASl OUEHKU COCTOSIHUSA CeTyaTku (acTpo-
uMTapHas ramaptoma W axpomaTtuue-
CKOE NATHO) M NMOAEN 3peHUs

ExeroapHoe opTarbMonormyeckoe obene-
AOBaHMUe.

NHrnbutopsl MTOR AASt AeUYeHMSA MPO6-
AEMHBIX acTPOLMTAPHbIX raMapToM CeT-
yaTku

Apyrve opraHbl
M CUCTEMDBI

AHEBPU3MbI, MOAUMbI XEAYAOUHO-KULLIEY-
HOro TpakTa, KOCTHbIE KUCTbl U SHAOKPU-
HOoMatTMM (HEMPO3HAOKPUHHbBIE OMYXOAM
MOAXEAYAOUYHOM KeAe3bl) MOryT ObiTb
npu KTC, noatomy obcaepoBaHMA Npu Ha-
AMUYMKM CUMNTOMOB

Mpu 0bHapyxeHn natonornm no MPT Ha-
6Ar0AEHME Y NPODUABHBIX CMELMAANCTOB
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MOMOLLb B 0By4YeHMU U MOCAEAYHOLLEM TPY-
AOYyCTpoKrcTBE. BaxxHOe AONOAHEHUE K 3TOMY
pasAeny — UCMOAb30BaHUE AAS AEYEHWUS UHTU-
6utopoB MTOR (3BEPOAMMYC U CUPOAMMYC),
KOTOPbIE OACBPEHBI MHOTUMU PETYAUPYHOLLU-
MW opraHamu no scemy mupy [1, 3, 7, 9J.

B 2010 r. aBepoaumyc ObIA pa3peLlleH
YrnpaBAeHUEM MO KOHTPOAKD 3a AekapcCTBa-
mn CLLA ansa tepanunmn CETA. CeroaHs aBepo-
AMMYC OAOBpPEH BO MHOMMX CTpaHax Mupa
AN AeyeHns CETA, noyeyHoM aHrMOMUOAUMO-
Mbl U/WUAW NApUMAABHOM SMUAENCUK, CBA3AH-
How ¢ KTC. Cupoanmyc 6bIA Bnepsble 0A00-
peH ang Tepanun AAM B AnoHuun B 2014 .,
a roa cnycta n B CLLUA. MexaH13m pencTBus
3BEPOAMMYCA 3aKAKOYaeTCs B CBA3bIBAHWUU
C BHYTPUKAETOUYHbIM 6enkom FK506, uTo,
B CBOIO ouepepb, brokMpyeT kKnHa3dy mTOR.
Kpome Toro, nHrubutopbl mTOR oka3biBatoT
TOpMO3ALllee BAUSHUE Ha GpaKTop pocTa Co-
CYAMCTOrO 3HAOTEAMA, TEM CaMbIM Mpensar-
CTBYS aHOMaAbHOMY aHruoreHesy. Ucnoab-
30BaHME 3TUX AEKapCTB Ha paHHMX 3Tanax
AEYEHUSA CHUXAET PUCK cypopor. K Aomnoa-
HUTEAbHOMY A€YEHUIO OTHOCAT Ha3HauyeHue
NPOTUBOCYAOPOXHbIX W MPOTUBOAPUTMUYE-
CKUX MpenapartoB, a TakXe AeKapCTBEHHbIX
CpeACTB, BAustowmx Ha LUHC [7, 9].

Mpn HapyweHnn GYHKUUKM OpraHoB 13-3a
CA@BAEHUA OMYXOAbIO MOKa3aHO Xupypruye-
CKOe ee ypaneHue. AaHHbIM MeToA NnomMoraeT
KOHTPOAMPOBATb CYAOPOrH, BbI3BAHHbIE HO-
BOOOpa30BaHUSIMM FOAOBHOMO MO3ra W He
oTBevatoLllme Ha NPOTUBOCYAOPOXHYHO Tepa-
NUIO. XUpPYpruyeckoe AevYeHue, Takoe Kak
AepMabpasunsa AU Aa3epHoe yAaAeHME, MO-
rYT YAYULLIWUTb BHELLIHWUIA BUA MPU KOXHbIX HO-
BoobpasoBaHusx [1, 7, 9].

KAMHUMYECKUI cayqam

Manbumk A., 02.12.2021 r. p. (11 mec.) no-
CTynaeT B OTAEAEHME aHECTE3UONOTUN U pea-
HUMaLWUKN 2- TOPOACKOM AETCKOM KAUHUYE-
CKOM 60AbHMLbI I. MUHCKa 29.11.2022 (21:05)
B KpamHe TAXEAOM COCTOSAHWWU, 0OYCAOBAEH-
HOM HapyLLleHWEeM CO3HAHUA.

I MEAWMUMHCKUMA XYPHAA 4/2023

AHamHe3 3aboneBaHus: pebeHok 3abo-
AEA HEAEAID Ha3aA, KOrAA NOSIBUAACh 3aA0XEH-
HOCTb HOCa, CAM3UCTOE OTAEASIEMOE M3 a3
M Hoca. MaAbYMK OCMOTPEH Bpa4yoM-NeAraT-
POM, PEKOMEHAOBAHO 0OUABHOE NUTbE, TYaAeT
Hoca 0,9 % NaCl, okcumetazoamH 0,025 %
no 1 Kanae B KaxAbli HOCOBOW X0A 2-3 pasa
B A€Hb. Temneparypa Tena He NoBbILIAaAACh,
annetut bbin coxpaHeH. C 26.11.2022 po-
AVUTEAU OTMETUAM YXYALLEHWUE COCTOAHUSA: pe-
6eHOK 6eCMOKOMHO CMaA HOUbK, CHU3UACS
annetut. Co CAOB Mambl, MPU NOA3aHUK B MO-
CAEAHME 2 HepeAM MaAblll KayaA rOAOBOW,
HAKAOHAA U MPUXUMaAA €€ K MOADOPOAKY.
29.11.2022 B 19.00 nosiBUAAChb TpEXKpaTHaN
C MHTEPBAAOM B 15 MUHYT pBOTa, BblpaXeH-
Has cAaboCTb M 3aTOPMOXEHHOCTb, MO MOBOAY
yero Obina Bbi3BaHa CKopas MeAULIMHCKas
nomoub (CMIM). Bpauom CMI onpeaeneHa
FAHOKO3a KpoBHu (14 MMOAb/A). C AMarHo3om:
MNeprAMkeMMUYeckoe COCTOSIHWE, CaxapHblii
AMabeT BnepBble BbIIBAEHHbIN? pebeHOK roc-
nuTann3npoBaH Bo 2-t0 TAKB.

CoctosiHMe pebeHka npu MOCTYMNAEHMM
KpanHe Tsaxenoe, 00yCAOBAEHHOE Hapylle-
HWEM CO3HaHWS (COMop, OLUEHKa MO LIKaAe
lhasro 8-9 6annoB). PebeHoK He oTBeyaet
Ha 6OAEBbIE PA3APAXUTEAU, TAa3a OTKPbITHI,
3payKkM Ha CBET pearnpyroTt, OTMevaeTcs Mbl-
LLeYyHana aToHuA. He TemnepaTtyput, TEHAEH-
umsa K runorepmmn (T - 35,8 °C). MeHuHreans-
HbIX CUMMNTOMOB, 04aroBO HEBPOAOTMUYECKOM
CUMMTOMATUKKN HET. KOXHbIE MOKPOBbI YACTbIE,
6AEAHblE, KOHEYHOCTM XOAOAHbIE HAOLLLYMb.
AbIXaHWe BE3VKYAIPHOE, MOBEPXHOCTHOE, MPo-
BOAMTCSI C 06EUX CTOPOH, XPMNOB HeT. Y/ -
20 B MuHyTy (6paamMnHO3). TOHbI cepAula,
PUTMUYHbIE, NPUrAyLeHbl. YCC - 134 B mu-
HyTy. AA - 100/60 MM pT. CT. )KMBOT MAr-
KWK, AOCTYMNEH naAbnauun. NeyeHb BbiCTynaeTt
U3-NoA Kpas pebepHor Ayrv Ha 2 cM. Anype3
coxpaHeH. C yu4eToM NOAYUYEHHbIX AAHHbIX KKC-
AOTHO-OCHOBHOTO coctosiHuA (KOC) (pH - 7,04;
pCO, - 94,4 mm pr. cT,, pO, - 186,3 MM pT. CT.;
HCO3 - 18,3 mmoAb/A; BE - 7,7 MMOABL/A)
pebEeHOK IKCTPEHHO 3aMHTYOMPOBAH U Nepe-
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BeaeH Ha UBA. C yueTom aHamMHe3a, AaHHbIX
0ObEKTUBHOIO OCMOTPA, NMOAYUYEHHbIX Aabo-
paToOpPHbIX AAHHbIX BbICTABAEH AMArHo3: Koma
HEesICHOro reHes3a. B naaHe obcaepoBaHUS:
aHaAM3 MOUM Ha MEAMKAMEHTO3HbIM CKPUHWUHT
B TOKCMKOAOTMYECKYHO AabOopaTopuIO, KOHCYAb-
TauuMa HEBPOAOra, PEHTTEHOrpamMma OpraHoB
rPYAHOM KAETKM (0T 29.11.2022 - CHWUXEHWE
nNHEBMAaTU3aLUMK NPABOro AEroYHOro NoAs).

PebeHok OCMOTpPEH HEBPOAOIOM
29.11.2022: HENPOTOKCUYECKUIMA CUHAPOM.
PekomeHAOBaHO NpoBeAEHUE AHOMOAAbHOM
NyHKUMMU U KOMMbIOTEPHOW TOMOrpadun ro-
AOBHOTro mo3sra (KT 'M).

KT '™ ot 30.11.2022 (02:03): B 6a3aAb-
HbIX SApax ¢ 06enx CTOPOH, B 6BenoM Belle-
ctBe oboux noaywapuin 'M onpepensitotcs
ACCUMETPUYUHbIE PA3HOBEAMKUE TUNEPUHTEH-
CUBHbIE YUYaCTKM KaAbLIMUKALIMM OPUEHTUPO-
BOYHbIMUK pa3mepamu oT 3 Ao 10 mm. CpearH-
Hble CTPYKTYPbl HE CMeELLEHbI. KOPTUKApPHbIE
60p03Abl BOAbLLMX MOAYLLAPUA U MO3IXKEUKA
pa3BUTbl HOPMaAbHO. KOCTHO-TpaBMaTuuye-
CKUX UBMEHEHWNI HE BbIABAEHO. 3aKAOUEHUE:
aCCUMETPUYHbIE YYaCTKM KaAbLMUPUKaALMK
B 60AbLUMX NoAyLapuax 'M ¢ 06enx CTOPOH.
Tokcuueckoe? MeTaboAMUYECKOE? NopaXeHue
'M (pucyHoK 1).

30.11.2022 npoBeAeH KOHCUAWYM C yuac-
TMEM COTPYAHUKOB 1-11 Kadpeapbl AETCKKX 60-
AE3HEN, AETCKUX MHOEKUMOHHbIX BoAe3Hel
BIrMY, AeTCKoM aHEeCTE3UOAOTUN U peaHnMa-

Cayuaii u3 npaktuku [

Tonorun beAMATO, rae BbiAM YTOUHEHBI AQH-
Hble aHaMHe3a XW3HW WU HaCAEACTBEHHOIO
aHaMHe3a.

AHaMHe3 XU3HU: MaAbunK OT 1 6epemeH-
HOCTM 1 poAOB (MAQHOBOE KECAPEBO CEYEHME)
B Ccpoke 276 pHel. Bec npu poxaeHun -
3190 rpamm, anMHa - 50 CM, OKPYXXHOCTb
ronoBbl - 34 cm, rpyau - 33 cM, OLEHKa
no wkane Anrap 8/8 6annoB. OTATOLEHHbIN
aKYyLLEPCKO-TMHEKOAOrMUYECKMM aHaMHES: Yrpo-
3a npepbiBaHUa B 21 Hepenro. PebeHOK Bbl-
nMcaH M3 POAAOMA Ha 5 CyTKM C AMArHO30M:
duanonornyeckasn xeatyxa. Tokcnueckas apu-
Tema. lpynna 3aopoBba . Tpynna pucka
no peaamsaumn BYN.

Ha npotsxeHnn NepBoro roaa XnsHu Mab-
UMK EXEMECAUYHO HAOAOAAACS B MOAMKAMHUKE
MO MECTY XMTEeAbCTBA. BakUuMHaUMS NPOBOAN-
AaCb COrAaCHO HauWOHaAbHOMY KaAeHAapHo
NPMBUBOK. 13 npoBeAeHHOro obcaepoBaHMS:
o06wmi aHanns kKposu (OAK), obumi aHaAm3
Moun (OAM) n KT (o1 05.01.2022), Henpo-
coHorpadwus (ot 26.01.2022 n 14.03.2022) -
6e3 ocobeHHocTen. Ixo-KI ot 17.05.2022:
OTKPbITOE OBAAbHOE OKHO. AOMOAHUTEAbHAS
XOpA@ AEBOr0 XeAyAOUYKa. YAbTPa3BYKOBOE
nccaepoBanue (Y3M) opraHoB 6PHOLLIHOM MO-
noctu (OBIM) ot 13.05.2022: 6€3 naTtoAormnu.
HeBponor ot 01.2022 n 09.2022: paHHbIX
3a 04aroByO MNATOAOTUIO HE BbIABAEHO. KOH-
cyAbTaums reHetrka ot 14.02.2022: pekoMeH-
AOBAHO AMHAMMUUYeCKoe HabAoAEeHWE nearaT-

PucyHok 1. PeHTreHoBCKas KoMMbtoTepHas ToMmorpadumsa roaoBHOro Mo3sra pebeHka A.
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pPOM, HEBPOAOTOM, OPTAAbMOAOTOM U IX0-KI
Nno MECTY XWUTEAbCTBA.

HacaeacTBeHHbIN aHaMHe3: Mama peber-
Ka ¢ 16 AeT HabAtoAQEeTCS ¢ AMarHo3om Tybe-
PO3HbIN CKAEPO3 C NOPaXeHUeM AErkux, Ko-
cten, nouek, 'M 1 Koxu u TpexkpaTHo (2010,
11.2014 n 12.2014) onepupoBaHa Nno no-
BoAy acTpouuToMbl M. Heobxoanmo otme-
TUTb, UTO C PAHHErO AETCTBA y Hee BbIAU Xa-
pakTepHble AAA KTC M3MEHEHUSI Ha KOXe
(@HrMoomMbpombl Ha AMLE, AENUITMEHTUPO-
BaHHble MSATHA Ha KOXE TYAOBMLLLA, MOAKOX-
Hble GUOPOMATO3HbIE Y3EAKM), B BO3pacTe
16 AeT NOABUAMCH MPUCTYMbI CYAOPOT 1 0OMO-
POYHbIE COCTOAHUA. KOHCYABTUPOBAHA reHe-
TMKOM B 16 AeT, reHeTMYeckoe TeCcTMpoBa-
HWE He NPOBEAEHO.

N3 ocobeHHoCTEN NpK 0cMOTpe pebeHka
BO BpemsA KoHcmAamyma 30.11.2022: KOXHble
MOKPOBbI UACTblE, BAEAHO-PO30BbIE, B 0OAACTU
nepeaHer OpPIOLIHON CTEHKU CAeBa UMEIOT-
CcA 2 nATHa AenurMeHTauuu pasmepamu
2,5*%0,5 cm 1 0,3*0,2 cm.

Macca Tena - 11,7 kr (ot O po +2 SDS),
AMHa - 79 cm (o1 O po +2 SDS)

OAK ot 30.11.2022: remornobuH - 99 r/,
3pUTPOLIMTLI - 3,66%102/A, MOHOLMTLI — 12 %,
HEUTPODUAbI — 66 % (NanouKosAepHble — 2 %,
cerMeHTosIAepHble — 64 %), ocTaAbHble MO-
kasatenn 6e3 0cobeHHOCTEN.

OAM ot 30.11.2022: B npepenax peode-
PEHTHbIX 3HAYEHWI.

KOC ot 30.11.2022: pH - 7,43; pCO, -
32,2 mm pr. cT,; pO2 - 63,9 Mm pr. cT.; HCO4 -
22,2 MMOAb/A; BE - -2,7 MMOAb/A.

BAK o1 29.11 1 30.11.2022: C-peaKTumB-
HbI 6enok 10,3 u 14,5 Mr/A COOTBETCTBEHHO,
061K 6enok, anbbyMmnH, MOYEBUHA, KpeaTu-
HWH, ANT, ACT, HaTpui, KaAUK, KaAbLIUIA MOHK-
3UPOBaHHbIN, XAOP - B Mpepesax BO3pacT-
HOM HOPMbI.

MpoKaAbUMTOHUH OT 29.11.2022: meHee
0,05 HIr/mA.

UccaepoBaHne aMkBopa ot 30.11.2022:
6enok — 0,46 1/a (npu Hopme Ao 0,5 1/A).

Y3W OBl ot 30.11.2022: MMHUMaAbHOE
yBEAMUYEHNE PA3MEPOB NEYEHU MO CpaBHe-

I MEAWMUMHCKUMA XYPHAA 4/2023

HUIO C BO3PACTHbIMW HOpMamMu. MUHUMaAAb-
Hble AUPOY3HbIE M3MEHEHUA B MapeHxume
06eunx noyekx.

9Kl ot 30.11.2022: puUTM CWHYCOBbIW.
UCC - 126 B MUHYTY. HOpMaAbHOE NOAOXe-
HWE INEKTPUUYECKOM OCU cepaLa. 3aperucTpu-
POBaHbl MPEACEPAHBIE SKCTPACUCTOADI.

3Ax0-KI' o1 30.11.2022: 6€3 0COHEHHOCTEMN.

Heponor ot 30.11.2022: HENMPOTOKCHUE-
CKWU CUHAPOM.

Ha ocHoBaHuMM aHamHe3a 3aboneBaHUsA
N XXMU3HW, OTArOLLEHHONW HACAEACTBEHHOCTH,
AAHHbIX AaBOPATOPHO-UHCTPYMEHTAAbHbIX Me-
TOAOB MPEANOAOXEH AMArHo3: HapylieHue
CO3HaHMA HESICHOIO reHeda o1 29.11.2022.
AHuedannt? Komnaekc Tyb6epo3HOro CKAe-
pP03a? HeEMPOTOKCUYECKNIK CUHAPOM C Bbipa-
XEHHbIM BpaAnNHO3. AHEMKS AETKOM cTene-
HWU. OPU: OCTPbI PUHOKOHBIOHKTUBMT.

PekomMmeHAOBaHO:

1. MPT I'M + cTBOAQ.

2. MNoBTOPUTb AOMBAABHYHO MYHKLMIO B AW-
HaMUKe.

3. KpoBb 1 AnkBop Ha TORCH metoaom
MUP/NDA.

4. KpoBb Ha BUY meTtopom NDA.

5. AumknoBup 15 mr/kr 3 pasa B CyTKM
BHYTPMBEHHO AO MOAYYEHUS 2-X OTpULLATEAD-
HbIX pes3yAbTatoB Ha BIl 1,2 Tnna.

6. Uedorakcnm 50 MI/Ki/CyT BHYTPUBEHHO.

7. KOHCyAbTaUKUA reHeTUKa.

8. HabaopeHne HeBpoOAOTa B AMHAMUKE.

01.12.2022 pebeHKy npoBeaeHa MPT M
C KOHTPACTHbIM YCUAEHWEM: B 0OOMX MOAY-
wapuax 'M cybKOPTUKAAbHO OMPEAEAAIOTCA
Pa3AMYHbIX Pa3MepPoB OYarn MOBbILLEHHOMO
CUrHana ¢ CUMNTOMOM «AOPOXKK K BOKOBO-
MY XEAYAOUKY». Y nepeaHero pora AeBoro 6o-
KOBOIO XeAyAOUKa onpeaensietca obpas3oBa-
Hue pasmepom 0,8*0,4 cm. ObpaszoBaHue
WHTEHCMBHO HaKanAMBaET KOHTPACTHOE Be-
LecTBo. Cy6aneHAMMAaAbHO Y BOKOBbIX XEAy-
AOUKOB OMPEAENStOTCA MeAKMe 0bpa3oBaHus,
He HaKanAMBaloLMe KOHTPACTHOE BELLECTBO.
3aknoueHure: MP-kapTiHa Ty6epo3HOro CKAe-
po3a. MP-npusHaku CEIA B AeBOM MoAyLLa-
pun M (PUCYHOK 2).
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PMC)/HOK 2. MarHuTHO-pe3oHaHCHasa ToMmorpadusa roA0OBHOro Mo3ra naunveHta A.

Henpoxupypr ot 02.12.2022: nauueHT
B HEMPOXMPYPrMYECKOM AEYEHUW B HACTON-
lee BpemMs He Hyxpaetcs. PekomeHpoOBa-
HO HaOAIOAEHME HEBPOAOra MO MECTY XM-
TeAbCTBA.

feHeTrK oT 02.12.2022: Ty6epOo3HbI CKAe-
po3. PekoMeHAOBaHO HabAOAEHWE HEBPO-
nora, 9xo-KI, Y3 OBI1 1 pas B roa.

C yueTomM NOAy4Y€EHHbIX AaHHbIX MPT M,
3aKAYEHUST HEMPOXMpPYpPra U reHeTuka Bbl-
CTaBAEH 3aKAKOUMTEAbHbIA KAUHUYECKUIW AW-
arHoas:

OCHOBHOW: KOMIMAEKC TYOEpO3HOro CKAe-
po3a (Q85.1). CETA B AeBOM noayLapum ['M;

COMyTCTBYHOLLMIA: HEUPOTOKCUYECKUM CUH-
APOM Ha dOHEe OCHOBHOIo 3ab60AEBAHUS C Bbl-
pPaXXeHHbIMW HaPYLLEHUAMM CO3HAHMA U bpa-
AMMHO3. AHeMmMA Aerkor cteneHun. OPU: ocTpbii
PUHOKOHBIOHKTUBMT.

3a BpemMsA  HaxoXAeHusa  pebeHka
Bo 2-v TAKB ¢ 29.11 no 06.12.2022 otme-
yaeTcs HopMaAn3aLms AabopaTopPHbIX NOKa-
3atenei. Pe6eHOK aKTMBHbIN, NO3UTUBHO pea-
rMPYeT Ha OCMOTP, UrPaeT, C MOAAEPXKOM
caputca n Bctaet. Co3HaHWe ACHOE, cyaopor
He ObIAO, 0UYAroBbIX U MEHUHIEeaAbHbIX CUM-
nTomMoB HeT. OTmeuaeTcsa baedapocnasm cnpa-
Ba. KOXHble MOKPOBbI U BUAMMbIE CAU3UCTbIE
uncTble, BAEAHO-PO30BbIE, B 0OAACTU Nepea-
Hel BPHOLLHOM CTEHKM CAEBA MMEKTCA 2 NAT-
Ha AenurmMeHTauuu pasmepamm 2,5*%0,5 cm
n 0,3*0,2 cM. B Aerknx — BE3UKYASIPHOE Abl-
XaHue, XpunoB HeT. YA - 24 B MUHYTY. TOHbI

cepALa rpomMkue, putMnyuHble. YCC - 122 B Mu-
HyTYy. XXUBOT MAMKMK, AOCTYNEH MaAbnauuu.
MounTCcsi CaMOCTOATEABHO, AMYPE3 AOCTaTOU-
HbIh. CTyA 6€3 0COBEHHOCTEN.

AASt AQAbHEWLLETO HABAIOAEHMSA MO OCHOB-
HoMy 3aboneBaHuio 06.12.2022 pebeHok
nepeBeAeH B HEBPOAOTMUYECKOE OTAEAEHME
Y3 «3-a TAKB».

MpeACTaBAEHHbIN KAMHUYECKUIA CAyYan Ae-
MOHCTPUPYET BO3MOXHOCTb PaHHEW Auar-
HOCTMKKW KOMIMAEKCa Ty6epo3HOro CKAepo3a.
MoApO6HbIM HACAEACTBEHHbIV aHaMHe3, npa-
BUAbHAA MHTEPNPEeTaUUa KAMHUYECKUX AaH-
HbIX, BO3MOXHOCTb MPOBEAEHUA HECKOABKUX
MHCTPYMEHTAAbHbIX METOAOB B KOMMAEK-
ce, MyAbTUAMCLMNAMHAPHbIN MOAXOA CNOCO6-
CTBYIOT CBOEBPEMEHHOM MOCTaHOBKE AMar-
HO3a, Ha3HauYyeHuto Tepanuu K paspaboTke
MEpPONPUATUIA NO AMHAMUUYECKOMY HabAoAe-
HWUIO NALIMEHTOB.
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