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TYBEPO3HBIN CKJIEPO3 (BOJIE3HDb BYPHEBUJIJIA-TIPUHI JIA) Y
HEJOHOIMIEHHOI'O HOBOPOXJIEHHOI'O: KJIMHAYECKHUW CJIYYAH W3
INPAKTUKHN HEOHATOJIOT'A

Aneabmyp3una A.U., Bukropos B.B.

Q@I'BOY BO «bawxupckuu I'ocyoapcmeennviit Meduyunckuii Yuugepcumemy, 2. Y¢ha

AHHoTanus. B 1aHHoO# cTaThe MpeacTaBjeH KIMHUYECKUH cay4daii 6o1e3nn Bypuesuiia—Ilpunriaa (tydoepo3noro
CKJIEP03a) Y HeIOHOIIEHHOI0 HOBOPOKAEHHOT0. OnucaH JUATHOCTHYECKUI mouck 3a6o.ieBaHus. Pabgpomuombl
cepana o0Hapy KeHHbIe NePUHATAIBHO SIBJISIOTCS OTHUM U3 CAMBIX PAHHUX THATHOCTHYECKHUX MaPKePOB JaHHOT 0
3a00/1eBaHusl. Y HEJOHOLIEHHOTO HOBOPO:KIEHHOT0 NMPOAHAJM3HPOBAH NEePUHATAJILHBII aHAMHe3, pa0JOMHOMBI
ObLIM BbIsIBJIEHbI Ha 35 Heaenu GepemeHHocTH. Ilociie po:kaeHus peGeHka o0cjieq0BaId B KapAUOJOTHYECKOM
LeHTpe ropoaa Ydul, rae 0blJI0 MPOBeJeHO KOMILIeKCHOe oGcienoBanne. Ilo pesyiabTatam 3xokapauorpapumn
00HapYyKeHbl MHOKeCTBeHHbIe padaomuombl. ITo pe3ysbTatam 06ciie10BaHuUs ONEPATUBHOE JiedeHHeE Cepala He
ObLI0 MOKA3aHO, PEKOMEHJI0BAHO IMHAMHYeckoe HalawiaeHue. Pe3yiabTarhl KOMNBIOTEPHOH TOMOrpaduu
roJIOBHOI0 MO3ra NoOKa3ajii 00beMHble NMEePUBEHTPUKYJISIPHbIE Y3J10Bble 00pa3oBaHusi ¢ AByX cTropoH. Ilocie
NpOBe/leHUs] TeHETHYeCKOro TecTa, IHArHO3 TYOepo3HbIil ckJiepo3 y peOenka moarBepauwicsa. Ilpu anaau3ze
MaTePUHCKHUX (PAKTOPOB: HAJIMYMeE caxapHOro auadera 1 Tuna B aHamMHe3e, YTO MOKeT ObITh (JaKTOPOM pHCKA MO
Pa3BUTHIO JaHHOTO 3a0oJieBanusA. Tak:ke y HOBOPOKIEHHOTO BbISIBJIEH MOBBILIEHHBIH YPOBEeHb THPEOTPOMHOT0
rOpMOHA MPHU CKPUHHHTE HA BPOKIEHHBIH THMOTHPEO3, YTO MOKeT TaK:Ke ObITh Pe3yJbTaTOM MOBPEXKIEHUS
OPraHoB HJOKPUHHOMH CHCTEMBI TOJOBHOr0 Mo3ra (rumorajamyca, runopusa). Takum o6pa3zom, TyOepo3HbIid
CKJIEPO03 SIBJISIETCH PEeAKHM IeHeTU4eCKH AeTePMUHUPOBAHHBIM, OpP(paHHBIM 3a00/ieBaHUEM )i HA0JII01eHUH 3a
NalUeHTAMH ¢ TAKHM [IHATHO30M, He00XOAMMO MPOJO/LKHTH PadoTy HAa eIWHHM peecTpPoM opdaHHBIX
3a00J1eBaHMii, 11l perUCTPAIlUM NAIMEHTOB C PeAKMMH 3a001eBaAHUSIM, U 1aJIbHellero HadJI0eHus U JieYeHust
TAKUX NAIUEHTOB.

Kirouesble cnoBa: Oosesnp bypueBmmma—IIpunria, TyOepo3HBI CKiIEpO3, HENOHOIICHHBIH HOBOPOXXICHHBIH,
KITMHAYECKUH CITydait, pabIoMHOMEI

TUBEROUS SCLEROSIS (BOURNEVILLE-PRINGLE DISEASE) IN A PREMATURE
NEWBORN: A CLINICAL CASE FROM THE PRACTICE OF A NEONATOLOGIST

Adelmurzina A.l., Viktorov V.V.

Federal State Budgetary Educational Institution of Higher Education "Bashkir State Medical University", Ufa

Annotation. This article presents a clinical case of Bourneville-Pringle disease (tuberous sclerosis) in a premature
newborn. A diagnostic search for the disease is described. Cardiac rhabdomyomas detected perinatally are one of
the earliest diagnostic markers of this disease. In a premature newborn whose perinatal history was analyzed,
rhabdomyomas were identified at 35 weeks of gestation. After birth, the child was examined at the cardiology
center of the city of Ufa, where a comprehensive study was carried out. Echocardiography results revealed multiple
rhabdomyomas. According to the results of surgical treatment, the heart was not detected; dynamic observation
is preferable. The results of computed tomography of the brain revealed extensive volumetric periventricular
nodes on both sides. After a genetic test, the diagnosis of tuberous sclerosis in the child was confirmed. When
analyzing the presence of maternal factors: a history of type 1 diabetes mellitus, which may be a prerequisite for
the development of this disease. Also, the newborn was found to have an increased level of thyroid-stimulating
hormone during screening for congenital hypothyroidism, which may also be a consequence of damage to the
organs of the endocrine system of the brain (hypothalamus, pituitary gland). Thus, tuberous sclerosis is a rare
genetically determined orphan disease. For the conclusion of patients with such a diagnosis, it is necessary to
continue work on a unified registry of orphan diseases to register patients with rare diseases, further observation
and treatment of such patients.

Key words: Bourneville-Pringle disease, tuberous sclerosis, premature newborn, clinical case, rhabdomyomas



BBenenue. TyOeposnbiii ckiepo3 (6one3np bypueBwina-IlpunHria) - peakoe TEHETHYECKH-
JIETePMUHUPOBAHHOE TIOJIMCUCTEMHOE 3a00JieBaHME, MOpaKkalollee KOXY, HEPBHYIO CHCTEMY,
cepAle, OpraHbl 3peHUs, TIOYKH, I1€YEHb, JIETKHE, U IPYTUe OPTaHbl U CHCTEMBI. 3a00JIeBaHNE IMEET
MPOrpeccupyroniee TeYeHUEe U MPUBOJUT K HEOOpATUMBIM MOP(HOJIOrMYECKUM H3MEHEHHSIM B
pPa3IMYHBIX OpraHax M CUCTeMax 3a cueT (OPMHUPOBAHHS MHOXKECTBEHHBIX JOOPOKAaYECTBEHHBIX
oryxosei (ramMmapTom). 'aMapToMBbI- ONyXJIH U3 HE3penoi SMOPUOHAIBHON TKaHH, 3a/IeP>KaBITHECS
B cBOeH AuddepeHIUpOBKE MO0 CPABHEHUIO C OKPYKAOIIUMHI TKaHAMHU. Y HOBOPOXKACHHBIX YaIlle
BCEro IopaxkaeTcs cepiale U ToJIoBHOM Mo3r. Yacrora TyOepo3HOro CKJepo3a cpeau
HOBOpOXAEHHBIX BapbupyeT oT 1:6000 mo 1:10000, HacnemyeTcs mo ayroCOMHO-JOMHUHAHTHOMY
tuny [1, 2, 3].

B ocnoBe marorene3a 6osie3Hu exuT MyTtanus reHoB TSC1 (kogupyer OeIoK ramMapTHH)
wm TSC2 (xomupyer Oenok TyOepuH), KOTOphIE B HOpPME SIBIISIFOTCSI T€HAMHU CYIpPEcCcopaMu
OITYXOJIEBOT'O POCTa, C MOTepeit X (PYHKIMHU U CBA3aHHOM C MyTallMsIMH MATOJIOTUYECKON aKTUBAIIUU
depmenra MTOR (mammalian Target of Rapamycin Complex), 4To BbI3bIBaeT MOCIEIYIOLIHI POCT
TOOpPOKAYECTBEHHBIX OMyXOJIel (raMapToM) B Pa3MYHBIX OpraHax. [Ipy mopa’keHHH TOJIOBHOTO
MO3ra BCTPEUAIOTCS KOPTUKAIBHBIE TYyOepbl, CyOANEHAMMATIbHBIE Y3JIbI, CyOSIeHINMAalbHbIE
TUTaHTOKJIETOYHBIE aCTPOLUTOMBI, B TMOYKAX MOTYT OBITh AHTMOMHOIWIIOMBI, B CEpALlE —
KapIualbHbIE Pa0JIOMHOMBI, B JIETKUX — JHUM(aHTHOIEHOMUOMATO3, B KOXE — aHTHOPUOPOMBI
[3,4,5].

Kpurepusimu auarsoctuku TC sBisiercss Haauuue OOJBIIMX W MaJbIX KPUTEPUEB JUIS
ycTaHoBJIeHUs auarHo3a. IIpu manudectHolt popme nocraTouHo BeigBiaeHHS Aedekra rena TSCL
wm TSC2, omnako 10-25% manueHTOB HE UMEIOT MYTAaIlMid B JAHHBIX T'€HAX, TAKUM ITallMEeHTaM
JIMarHO3 MOYKET OBITh BBHICTABJICH KIMHUYECKH, IPY HAJIMYUH IBYX OOJBIINX KPUTEPUEB UITH OJTHOTO
O0JIBLIIOTO U IBYX U 00Jiee MaJIbIX KPUTEPHUEB, WIIK OJTHOTO OOJIBILIOTO U OJTHOTO Majoro KpUTEpPHEB,
WIH JABYX U OoJiee MaJbIX KpUTEPHUEB.

K OonbuuM KputepusiM OTHOCATCS: aHTHO(GUOPOMBI JIH1Ia (HE MEeHee TpeX) Wik GuOpo3HbIe
Ok Ha J0y; TMIIONUIMEHTHbIE MATHA (HE MEHee TpeX M He MeHee 5 MM B JuaMeTpe);
HETpaBMaTUYECKHE OKOJIOHOITEBble (pUOpOMBI (HE MEHee JABYX); YYaCTOK «IIarpeHEBOM KOXKH»;
MHOYKECTBEHHBIE FaMapTOMBbI CETYaTKH; KOPKOBbIE AUCIUIA3UU (HE MEHEe TPEX): KOPKOBBIE TyOephl U
MUTPAIMOHHBIE TPAKTHI B 0€I0M BEIIeCTBE TOJIOBHOTO MO3Ta; CyOdNeHANMaTbHbIE Y376l (HE MEHEe
IBYX); CyOdIIEHANMAIIbHAS! TUTAHTOKIIETOYHASI aCTPOIIMTOMA; PadIOMHOMBI Cep/Illa MHOYKECTBEHHBIC
WA OJJMHOYHBIE; TUM(AHTHOJIEHOMUOMATO3 JIETKUX; MHOYKECTBEHHBIE AHTHOMHUOJIUIIOMBI ITOYEK (HE
MEHee JIBYX).

K manmpiM KpuTepusiM OTHOCST MHOTOYHCIICHHBIC YTIyOJIeHUS B dMaid 3yOOB (HE MeHee

Tpex); ¢uOpoMbl B TMOJOCTH pTa (HE MEHee JBYX); ramMapTOMbl BHYTPEHHHX OpIaHOB;



aXpOMAaTUYECKUH YHaCTOK CeTUaTOl 000JIOUKH IJ1a3a; MATHA «KOH(ETTH» Ha KOXKE; MHOKECTBEHHbIE
KHCTHBI TI0YeK [5,6,7].

B 2018 romy B CIIA ObuiM mepecMOTpeHbl M J00aBlICHBI HOBBIE MEXKIyHApOIHbIE
KJIIMHUYECKHE PEeKOMEHAINK 0 TMAarHOCTHKE U JieueHuto Tyoepo3Horo ckieposa (TC), B koropom
OBLJIO OTMEYEHO, YTO HEKOTOpbhIe MarueHThl ¢ MytanusMu B TeHe 1SC1 wm TSC2 moryt ObITH
TCHETUYECKH MO3aMYHBIMH M MYTAllUU B T'€HAX OTJIMYAIOTCA BAPHHPYIOLIEH 3KCIIPECCUBHOCTHIO U
HEINOJHOM MEHETPAaHTHOCThI0. DTO MOXKET ObITh CBUAETEIbCTBOM DPA3JIMYHOM CTENEHU TAKECTH
TEYEHHs JaHHOTrO 3a00JIeBaHus M OOJIBIION BapraOeIbHOCTH KIMHUYECKUX MposBiieHuii [8,9].

Taxxe, BaXKHO IOHUMATh, YTO BO3pACT MaHU(ECTALIUU JAHHOTO 3a00JIeBaHUS PA3IUYEH, YTO
MOXET 3aTPYAHATh CBOCBPEMEHHYIO TuarHoctuky [10].

Pabnomuomsl coueraercs ¢ TyOepo3HbIM cKiiepo3oM B 50-86% citydaeB, U SIBISIOTCS OTHUM
U3 CaMbIX PaHHHX JUarHOCTUYECKMX MapKepOB JaHHOTO 3a00JIeBaHUs, YTO 0CO00 BaXKHO IS Bpauei
nepuHaTanbHON auarHocTuku [11]. B kiIMHHYECKHX pEKOMEHIAIMAX HAOJIOJCHHE MAlUEHTOB C
pabmomuoMamu pekomerayeTcs moBTopsaTh DXOKI', kaxasie 1 — 3 rona, moka He OyaeT JOCTUTHYTA
perpeccus padgomuom [12,13].

B panpHeiiiiem MOTyT OBITH MHPOSIBICHHS HEBPOJOTHYECKUX AC(PUIIMTOB, MCUXHUUECKHUX
OTKJIOHEHHH, 10 68% ManueHTOB UMEIOT SMUJICTICHIO, BKIIIOUasi WH(GAHTUIBHBIE CIIa3Mbl, KOTOPbIE
TSDKEJIO TOJIAIOTCS JieKapcTBeHHO# Tepanuu [14]. CoriacHo JuTepaTypHbIM JaHHBIM, JIETH C
muarHozoM TC MMeEIOT HAMHOIO 4alle HapylleHUuEe IMOBEACHUS, arpecCUBHOE IOBEIEHUS,
paccTpoiicTBa aKkyCTUYECKOIO CIIEKTPa, YMCTBEHHYIO OCTaJIOCh, TPYIHOCTH B 00Y4YE€HUH, TaKue J1eTH
JOJDKHBI PETYIISIPHO HAOIOIAThCS y ICUXHATPa, HEBpoJIora, ricuxoinora [15].

Ko:xHble mposBiieHus pu Ty0Oepo3HOM ckiiepose BerpedaroTest ouTH y 100% OonbHbIX, yale
aHrno(uOpPOMBI JIMIA MOSBIAIOTCS B Bo3pacTe 3-7 jeT, uHorjga ¢ poxaeHus. CamMblM paHHUM
KOKHbIM TposiBiieHneM TC y MiageHueB MOryT ObIThb MIIONMUTMEHTHPOBAaHHBIE MATHA, KOTOPbIE
BeIsIBIIsItOTCS B 30% ciyyaeB, K myOepTaTy BbIABISEMOCTh AocTuraer 92-98%. JIpyrue kokHble
nposisieHuss TC (cy0- u mnepuyHrBaibHbie aHruopuOpomsl Kenena, ¢uOpo3HbIe OISAIIKH,
«uIarpeHeBble)» MATHA, «KO(elHbIe MATHA») BRIABIISIIOTCS y NMAllUEHTOB B OCHOBHOM B ITyOE€pTaTHOM

Bo3pacre [16,17].

B ocHOBHOM mpUMEHSETCS CHUMITOMAaTHYECKOEe JieueHHue TyOepo3HOro CcKjiepo3a, IIo
MOKa3aHUSAM MOTYT OBbITh NMPUMEHEHBbl XHPYprHuecKHe MeETOJbl JieueHus. B mocienHue Bpems,
IIPOBEACHO HECKOJIBKO PaHAOMU3UPOBAHHBIX KOHTPOIUPYEMBIX UCCIIEAOBAHUIN, KOTOPHIE IIPUBEIH K
0JI00pEeHUI0 HCIob30BaHus MHrHOMTOpoB MTOR (panamMuiuH/cUponMyc ¥ IBEPOIMMYC) JUIS
JICUEHUS] aHTUOMHOJIUIIOMBI TOYEK, CYO3MEeHIMMAIIbHBIX TUTAHTOKJIETOYHBIX aCTPOLUTOM I'OJIOBHOTO

Mo3ra, pedpakTepHON >MHIENCUU U JUM@aHruoieoMruoMaTo3a JIETKUX. bbulo moka3zaHo, 4TO



uHruoutopsl MTOR ymeHbIaloT pazMep nopa)xeHuii mouek 1 roJI0BHOIO MO3Ta, a TAKKE YJIyqIIaloT
¢bynakmuto nerkux npu TC. JlanHble mpemapaTshl TaKKe MOTYT CHH)KATh YaCTOTY AMHJICTITUYSCKUX
MIPUCTYTIOB, HO HEOOXOUMBI JATBHEUIITNE UCCIICAOBAHUS, YTOOBI YCTAHOBUTH IMOJIHBIC MTOKA3aHUS K
TepaneBTHYecKoMYy Jieuenuto [18, 19, 20].

[Tockonbky TyOepO3HBIN CKIEPO3 OTHOCAT K Op(aHHBIM 3a00JIeBaHUSIM, TO MPEACTABICHUE
KIIMHUYECKOTO CIIy4asi JaHHOTO 3a00JIeBaHUSI MOXET BBI3BIBATH MHTEPEC y Bpayeil mepuHaTaIbLHOM
JMArHOCTHKH, Bpayeii amMOyIaTOpHOTO 3BeHA, TaK WM CTAllMOHAPHBIX Bpadel, paboTaromuXx B
neAuaTpuu.

[lenpto paGoThl OBUIO NPEACTaBUTh KIMHUYECKUN Ciaydail TyOepo3HOro ckieposa y

HEJIOHOILIEHHOT'O HOBOPOXACHHOTO.

Martepuajibl 1 METOAbI HCCIETOBAHUS.

[IpoBeneH peTpOCHEKTUBHBIN aHAIN3 MEAMIIMHCKOW KapThl HEJOHOIIEHHOTO HOBOPOXKIECHHOTO,
poauBiierocs B poauiabHoM otaenenne 'bY3 Pb I'Kb Jlemckoro paiiona ropoaa Y ul, mMeromiero
7Ba OOJIBIINX KPUTEPHUS TyOEpO3HOTO CKIIEP03a: MHOKECTBEHHBIE paOJOMUOMEBI CEpla M y3JIOBbIC
MEPEBEHTPUKYIISIPHBIE 00pa30BaHus TOJIOBHOTO MO3ra.

Kannudeckuii ciy4aii. PeGeHok ponuscs ot marepu, 26 JeT, OT BTOpOil OepeMEeHHOCTH, TePBHIX
ponoB Ha 35 Hepnene, MyTeM OMNEpaLMM KecapeBO ceueHue. Pomwmics manbuuk ¢ Becom 2860 rp,
poctoM 48 cM, OKPYKHOCTb T'oJIOBbI 34 CM, OKPYXHOCTb Tpyau 31cMm, no (U3NYECKUM JIaHHBIM
peOEHOK COOTBETCTBOBANI CpOKy recranuu 35 Hegenb. OneHka mo mkaie Anrap Ha | MuHyTe
cocraBisia 5 6amioB, Ha 5 muHyTe 7 OamnoB. COCTOSIHHE MPU POXKACHUE TSHKENIoe, 3a CUeT
MOp (o YHKITMOHATTEHOM HE3PENOCTH U AbIXaTeIbHBIX HApYIICHUN, pebeHoK B Bo3pacTe 30 MHUH OT
POKJIEHUS TPAHCTIOPTUPOBAH B MAJIATy HHTEHCUBHOM TepaIriiyl B TPAHCIIOPTHOM KyBe3e ABHATOp, Ha
HEMHBA3MBHON UCKYCCTBEHHOM BeHTWJIALMU JieTkuX B pexxume CPAP: Fi02 30 %, MAP 5 cm. BoaH.
CT. bbul BBICTaBIEH MNpeIBAPUTENBHBIN AWarHo3: PecnupaTopHbId JUCTPECC-CUHAPOM Y
HOBOPOXIEHHOTO, JbIXaTelbHasi HEIOCTaTOUHOCTh Il creneHu, npyrue ciydan HEJOHOIIEHHOCTH,
recTaliioHHbl Bo3pact 34-35 Hemens. CHHIPOM HOBOPOXKIEHHOTO OT MAaTepH, CTpPaJarolien
nnaderom. CpenHsist © yMepeHHast achukcus npu poxaeHud. Ilepunatanbupiii kontakt ¢ COVID-
19, puck peanuzanuu BHyTpUyTPOOHOH HHPEKITUH.

3abosneBaHus MaTepH: caxapHbii auader 1 Tuma, 1eneBoii yposeHs rioko3bl HDALC <6,0%,
oxupeHue 1 cremeHu, MUONHUSA CcIA0OW CTEMEeHH, OUa0eTUYEeCKas AaHTUOMaTHs CeTYaTKH,
nuabeTudecKkass moJimHerponatus. [lepeHeceHHble MH(EKIMH B TMEpUOA OEPEMEHHOCTH: HOBAs
KopoHaBupycHas nH(pekuusa. Oten pebeHka He 00cie0BaH, CO CJIOB 310pOB, 27 JeT.

Ha yuer mo GepemMeHHOCTH >KEHIIIMHA BCTajla HA MATOM Henmene OepeMeHHOCTH. Bo Bpems
OepeMeHHOCTH TiepeHeca kopoHaBupycHyro nHpekuo: COVID-19, Bupyc He uaeHTH(HUIINPOBaH,

CPECOHETSAKEIIOC TCUYCHHC, BHEOOJbHUYHAS JABYCTOPOHHSSA BUPYCHad IMTHCBMOHUA, JbIXaTCIbHAA



HEIOCTaTOYHOCTh. B TperbeM TpumecTpe HaOmOAanach XpoOHUYEcKas (eTorulaleHTapHas
HE/IOCTaTOYHOCTh C TI'eMOAMHAMHYECKUMHU HapyleHussMu 1B cremenu, cyOkoMeHCHpOBaHHas
TUIOKcHs IuioAa. Bo Bpemst 6epeMeHHOCTH, TPOBOJWIOCH YIIBTPa3BYKOBBIE UCCIIEA0BAaHNUS JI0/1a, HA
TpPEeTbeM CKpUHHUHIe Ha 32 Hezaene OEpeMEHHOCTH OOHApy>KeH TUIEPIXOTeHHbIH JIOKYC JIEBOI'O
KeJyJJouKa cep/ilia, U peKOMEHI0BaHa KOHCynbTanus B Pecnyonukanckom Meauko-I'eneTnueckom
LIEHTpE.

[Tocne poxaeHust pedeHKa B POJMIIBHOM OT/AEJICHUU YCTAHOBIIEH ITYIIOYHBIA KaTerep, C
IEpBbIX CYTOK HauyaTa MHQY3HMOHHas Tepanus, OKCUIC€HOTEepamus, IMPOBOJMWICA MOHHUTOPUHT
KU3HEHHO-BAXHBIX (PyHKIMH. B ycnoBHAX pOAMIBHOTO JI0Ma IpPOBEAECHO OOCIelOBaHMUE Cepila
OXOKI": oOHapyxeHbl MHOXECTBEHHBbIE OOBEMHBIE 00pa30BaHUs CEpALA, MPEANOIOKUTEIHEHO
pabIOMUOMBI (C MAKCHMAJIBHBIM pa3MepoM 3*2 cM B TpaBOM XKeNTy10uKe) ¢ 00CTPYKIIKEH B BEpXHEH
TPETH JIEBOT'O XKEJIyJJ0UKa U C CpeIHEH TPETH IMPaBOT0 JKeIyA04Ka, OTKPBITHINA a0pTaJIbHBINA MPOTOK
(OAID) - 1,5MM, mexnpeacepiHoe cOOOLIeHHe- 3MM, MOJIOCTh IPABOro XKelyJouyka pacIIMpeHa.
YMepeHHas JerouHas rMIepTeH3Us, CUCTOJINYECKOE JAaBJIEHUE B IIPABOM XKellylouke 45 MM.pT.CT,
¢dpakmust BeiOpoca 70%. Ha msTble CYTKM JKHU3HH COCTOSIHHE pPeOSHKa CTaOMIM3UPOBAIOCh,
JbIXaTeNbHasl HEJIOCTaTOYHOCTh Oblla KyNHMpOBaHA, pPeOCHOK o0xonamics Oe3 IOMOIHUTENIbHON
AoTanuu kuciaopoa. IlanueHT 6bU1 KOHCYJIBTUPOBAH IETCKUM KapAHOXUPYPIoM, U B JalbHENIIEM
ObUT PEKOMEHJIOBAaH TEPEBOJ] MalpenTa u odcienoBanue B ycnoBusix ['BY3 «Pecmybmmkanckoro
KapAHOJOTHYECKOro IIeHTpa», A mnpoBeneHus skcrneptHoro IOXOKI, wmynsTHCnHpanbHas
koMmmbroTepHast Tomorpadus (MCKT) cepana, MmaructpaibHbix cocynoB U KT ronoBHoro mosra.

KommnekcHoe oOcnenoBanne peGEHOK MPOXOIMSI B JIETCKOM KapAHOXUPYPTrUYECKOM
ornenenun Nel. B ornenennn ObUTO MPOBEACHO MOJHOE KIMHUYECKOE OOCIEOBaHWE TAIlMEHTA:
naboparopHble (0OMIEKIMHUYECKHE U OMOXUMUYECKHE UCCIEA0BAHNS KPOBU, UMMYHO(EpMEHTHBIN
aHaIM3 Ha UHQEKIHMH, KoarylorpamMma, ONpeesieHHe TIpYIIbl KpOBH M pe3yc (axkTopa) H
MHCTPYMEHTAJIbHbIE METOJbl JUAarHoCTHKH (3xokapauorpadus - DXOKI, DOKI', xonrepockoe
MOHHUTOPHPOBAHUE CEPJIEYHOrO0 PUTMA, CIHMpaibHas KOMIbloTepHas Tomorpadus cepaua ¢ OKI'-
CUHXPOHHM3ALMEN, YIbTPa3BYKOBOE HCCIIEJOBAHHE OPraHOB OPIOIIHOM IMOJIOCTH M 3a0PIOMIMHHOTO
IPOCTPAHCTBA, HEHpocoHorpadus, KOMIbIOTepHas ToMmorpadus ToJOBHOTO Mo3ra). OueHeHb
aHaMHe3 MaTepH, OCOOEHHOCTH TE4YEeHUsT OepeMEHHOCTH, IEepUHATAIbHBIA M MOCTHATAJIbHBIN
nepuobl. PeOeHoK ObLT MPOKOHCYABTUPOBAH CHEIMATUCTAMU - KapAUOXUPYPTOM, 0(TaIbMOIOTOM,
HEBPOJIOTOM, T€HETHKOM.

[Ipu nepeBome pebeHka M3 PONWIBHOTO JOMa Ha TMATble CYTKH JKU3HH B
KapIMOXUPYPrUUECKOE OTIEJIEHHE COCTOSHHE IPH TOCTYIUICHMHM OIEHHWBAIOCh, KaK CTa0MIBHO
Tsokenoe. [lpu mepkyccuum TpaHUIBl OTHOCUTENBHON CEpAEYHOM TYNMOCTH HE3HAYUTEIbHO

pacirpeHbl: BEpXHsA - 2 Mekpedephe; npaBas - Ha | cM KHapy»Ku OT IIPaBOro Kpasi TpyJIUHbI, JIeBast



— IO CPEeIHEKIIFOUNYHOM JIMHUHU, TOHBI CepAlla 3HAUNTEIbHO MPUTITYIIECHBI, YTO BBI3BIBAJIO OMACEHUS
IO TTOBOJTY BO3MOKHOM CEpIeYHON HETOCTATOYHOCTH Y peOeHKa. CepIeuHblil pUTM U apTepHaAIbHOES
naBiieHHe peOeHKa ObUIO CTaOMIBHOE, COOTBETCTBOBAJIO BO3PACTHOW HOpPME, T€MOJIMHAMHYECKHX
HapYLICHU y MalKeHTa IpU MOCTYIUIEHUU He HaOII0AaoCh.

B ananuzax mabopaTOpHBIX HCCIEIOBAHUM HUKAKHX CYIIECTBEHHBIX OTKJIOHEHHHA B
pe3yabTaTaX aHAIMW30B BBIABIECHO HEe Obwto. OOmMMH KIMHUYECKUH aHalu3 KpoBH - 0€3
MATOJIOTMYECKUX U3MEHEHUH, OMOXMMHUYECKUE TIOKA3aTeIl COOTBETCTBYET HOpME, KoaryjiorpaMmma-
0e3 matonorun, MDA Ha nHpeknuu (rematut, BUY, cudunuc) — orpunarenpbHo. CKpUHHUHT Ha
HaCJIeICTBEHHbIEC 3a00JIeBaHuUs B3AT HAa 16 CYTKM KU3HHU, ObUI MOJYy4YEH IMOBBIIICHHBIH pe3ysbTatT
ypoBHs1 THpeoTrpomHoro ropmona (TTT) 7,46 ME/l/n (mpu HOpMe mo 5 MEJl/m), mpu moBTOpHOM
anammsze ypoBeHb TTI Obur Takke moBbiieH g0 12,29 MEJl/n. PeGeHOK KOHCYIBTHPOBaH
SHJAOKPUHOJIOTOM U OBbLI BBICTABJICH AMArHO3 TPAH3UTOpHAs (opMa FHIOTUPEO3a, HE UCKIIOYAETCS
BPOKIEHHBIN TUIIOTHPEO3, HA3HAUCHO JlajibHeilee o0cie10BaHue.

[Tpu nposenennu IDXOKI', Obut0 00HApPYKEHO, YTO KaMephbl CEpAlla PacIIMPEHbI, OOJIbIIe
CIpaBa, B MPABOM KEIYJI0YKE JIOKAIU3YETCsl TUIIEPIXOTreHHOe oOpa3oBanue pasmepom 3,3%1,6%2,0
CM, 3aHUMAIOIIee BCIO TPAOCKYISPHYIO YaCTh, B BBIXOJHOM TPAKTE JIEBOTO JKEITYJA0YKa CO CTOPOHBI
MepeAHeH CTBOPKU MHUTPAJILHOTO KianaHa oopazoBanue pazmepom 0,45%0,47cM, B OOKOBOI CTEHKE
JIEBOTO Kenmyhouyka oOpasoBanue pasmepoM 0,4*0,25cMm, B TpoeKIHH MEMOpPaHO3HOH 4YacTH
MEXIIPEACEPIHON  MEPEeropoJKA THIOIXOTeHHOe oOpa3zoBanue pasmepamu  0,3*0,3cm, B
MEXOKEITyIOUKOBOW TEPEeropojike B CpeJHEeW TpeTh THII03XOreHHOe 00pa3oBaHHE pPa3MEpOM
0,4*0,4cM. Takum o6pazom, ObUTH OOHAPYKEHBI MHOXKECTBEHHbIE 00BEMHbBIE 00pa30BaHUs ceplua
(Hambomnee KpyMmHOE B MPABOM JKEIYAOYKE), MPH ITOM COKpaTHUTENbHas (YHKIUs cepiama He
cTpajana.

Ha OKI' ormeuancsa cunycoBsiit putm, YHCC 176 yn/MuH, npu3sHaku runepTpodus JIeBOro
xemynouka. HapyiieHue mporeccoB penosisipu3alyy Mo BepXyLIeYHOM, O0KOBOM 001acTu JeBOro
KeJTy104Ka.

[Tpu npoBeneHNN XOATEPOBCKOIO MOHUTOPHUPOBAHHUE CEPAEUYHOTO PUTMA, PErHCTPUPOBAJICS
cunycoBblil put™ ¢ UCC 105-200 yn/MuH, SKTONTMYECKast akTUBHOCTH OblJIa Mpe/ICTaBlIeHa PeIKUMU
OJUHOYHBIMH  CYNpPAaBEHTPUKYISIPHBIMH  JKCTPAaCUCTOJIAMH W PEAKUMH  OJMHOYHBIMHU
MOHOMOP(]HBIMU KeEITYA0UKOBBIMU 3KcTpacucToigamu. Cerment ST 6e3 maTtosornyecku 3Ha4YUMOro
CMEIICHHS 3a BECh IMEPHOJ HaOMIOJeHHs. Tak, KaKk CMeIlleHHe cerMeHTa ST Hike H30JMHHA
KOCBEHHO YKa3bIBaeT Ha MIIEMUIO MHOKAp/a.

MynbTHcniupanbHas KoMIIbloTepHas Tomorpadus cepana ¢ KT -cunxponusanueit mo3Bosauia
Oosee AeTalbHO YIAJIOCh OLIEHUTHh pa3Mephbl U JoKalu3alnuio oOpa3zoBaHHil B cepaue. B momoctu

MPaBOTO KEIYJ0YKa, B AMWKAIBHOW YacTH, 3aHMMas 2/3 oObema >Kemymodka, ONpenessioch



o0beMHOEe oOpa3oBanue pazmepamu 29,5x20x24MM ¢ YETKUMH ¥ POBHBIMH KOHTYPaMH; BBIXOIHOM
OTJeJ MPABOrO KEJIyI0uKa 0e3 MPU3HAKOB OOCTPYKIMU. B BBIXOTHOM OT/Ele JIEBOTO JKEITYA0UKa
MIPOCIUPYETCS Ha MEPEIHIOI0 CTBOPKY MUTPAIBHOTO KJIallaHa y3J0Boe oOpazoBanue 4,2x3,8x5,2 MM,
¢ cyxenueM npocsera 10 40-50%. B anukanbHO# yacTu JIEBOTO kKENyJ04Ka, B OCHOBAHUHU NIEPEIHEN
MaMWUIIPHOW MBIIIIBI y3J0BOo€ oOpa3oBaHue pasmepamu 3,3x3,2x2,9 mm. Beutn moarBepKaeHbI
00beMHBIE 00pa30BaHUs MPABOTO HKETYAOUYKA M JIEBOTO JKEIYA0YKa, BOCXOAAIIETO OT/AENA JICBOTO
KEITy104Ka.

Jlanee nmpoBeaeHoO KoMmIuiekcHOe Y3 opraHoB OpIONIHOM MOJOCTH: 3HAYMMOM ITaTOJIOTHU HE
BbIsIBJIeHO. Ha HelipocoHorpaduu rojOBHOIO MO3ra 3XOI€HHOCTh 3HAUMTEIBHO IOBBINICHA B
[IEPUBEHTPUKYJIAPHON 30HE. OUaroBbIX U3MEHEHUN TAPEHXUMBI HE ONIPEAETAIOCh.

[To pesynbpratam KT roi0BHOrO MO3Ta BBISIBIIEHO, YTO OOKOBBIE JKEITYAOYKH aCHMMETPUYHEI.
[lepuBEeHTPUKYISIPHO Yy MEPEAHET0 pora CrpaBa U y Tel OOKOBBIX JKEIYJOYKOB C JIBYX CTOPOH
OTIPECTISIOTCA Y3JIOBbIE YITOTHEHUS 0 10 MM, IUIOTHOCTBIO HA YPOBHE NIEepeIHuX poros 1,8 MM, Ha
ypoBHE Ten 5,5 MM, KOHTYphl HeueTKHe. bbbt OoOHapyKeHbI MEePHUBEHTPHUKYISIPHBIC Y3JIOBBIC
00pa3oBaHUs C ABYX CTOPOH, C aCUMMETpHEN OOKOBBIX JKEITYI0OUKOB.

[TarueHT OCMOTpPEH HEBPOJOTOM, MPEANOIOKUTENbHBIN AMarHo3 - TyOep3HOW CcKiepos?
I'unokcuuecku- umemudeckoe nopaxenue [{HC, cunapom ToHycHBIX HapylieHuii. PekomengoBana
KOHCYJIbTaIlMsl HEHPOTr€HEeTHKa B IUIAHOBOM IIOPSIZIKE.

[Tpu ocmoTpe 0¢hTanbMOIOroM- JAHHBIX 3a MATOJIOTHIO HE BBISIBIECHO.

B otnmenenun Oblia TpoBeAeHa Tepamus TUYypEeTHUYECKUMMH TMpernapaTamu (dypocemun,
CIMPOHOJIAKTOH), aHTHOaKTepHalibHas Tepanus (LedypokcuM), HH(PY3nOHHAs Tepanus (IeKCTpo3a,
npenaparsl Kajlis U MarHus).

Taxke Obl1 MPOBEAEH OCMOTP COBMECTHO C 3aBEAYIOLIUM KapAUOXUPYPIHUECKOTO OTAEIICHUS
U OBUIO MPHUHATO pelIeHHEe He IMPOBOJAUTH ONEPAaTHMBHOIO JIEYEHHMsS [0 2-JETHEro BO3pacTa,
PEKOMEHI0BaHO AajbHelIee Ha0I0ieHue B TUHAMUKE.

Koncynpramus neiiporenetnka ['bBY3 PMIL] r.Y¢da Owbuta mpoBeneHa mocie BBINMUCKA
ManueHTa, I71€ C Y4eTOM JBYX TJIaBHBIX IPHU3HAKOB. MHOKECTBEHHBbIE pabIOMHOMBI cepila U
y3JI0BBI€ IEPEBEHTPUKYIISIPHBIE 00pa30BaHMsI TOJIOBHOT'O MO3Ta, IMAarH03 TyOepO3HOI0 CKIIepo3a ObLI
BbICOKOBeposATeH. Ilpu ocmoTpe peOeHka KOXKHBIX TNPOSBICHHHA, OMHCAHHBIX MHpPU TyOEepO3HOM
ckiepo3e, He Obuto BhIsIBIEHO. [IpoBenen 3ab6op kpou i JIHK muarHoctwku TyOGepos3HOTO
CKJIepo3a, aHanu3 HanpasieH B MI'HI] r. Mockaa.

B mpocnekTuBHOM HaOJIIOJICHHE 32 COCTOSIHUEM 37I0pOBbsi PEOCHKOM pPabJIOMHOMBI Cep/lia,
y3JIOBBIE TI€PEBEHTPUKYISIpHbIE 00pa30oBaHMs TOJIOBHOTO MO3ra COXPAHSJIHCh. bonesns

Bbypuesuna—IIpunria Oblia moaTBEpKAeHa reHeTHUECKUM TecToM. [lo anekTposnuedanorpaduu,



MPOBEACHHOM aMOyJIaTOPHO, SMWIENTH()OPMHAs aKTUBHOCTh He Oblila 3aperucTpupoBaHa. PedeHok

Jajice Ha61110;[aeTc;1 Yy nneauarpa, HEBPOJIoTra, KapaAruoJora 1o MEeCTy JKXUTCJIILCTBA.

OOcyxnenne. Takum 00pa3oM, aHAIU3UPYs KIMHUYECKOE TEYEHUE TyOepo3HOro ckiepos3a y
[AIMEeHTa, MOYKHO CJEeJaTh BbIBOA 00 OTHOCUTENBHO JIEFKOM TEUEHHM 3a00JI€BaHUSA B JIaHHOM
KIMHUYECKOM ciIydae. Y MalreHTa Ha MOMEHT POKACHHUS U Ha IEPBOM T'O/1y )KU3HH HE HaOI01aloCch
CEepJICYHO-COCYIUCTHIX HAPYIICHHUH, CEPACUYHON HEIOCTATOYHOCTH, HE OBUIO BBISIBICHO HAPYIICHUI
CO CTOPOHBI HEPBHOM CHCTEMBI.

B onmcaHHOM KJIMHUYECKOM cilyyae pabJlOMMOMBI ObUIM BBISBJICHBI B aHTEHATAJIbHBINA [IEPUOJ
BpavuoOM YJIBTPA3BYKOBOH MUArHOCTHKU. U B nmanpHeimeM peOCHOK HAOMIOMaNCs Kak MalueHT U3
IpyNnbl pUCKa MO Pa3BUTUIO TyOepo3HOro ckieposa (6onesnu bypueBmmna—IIpunria), takruka
JMArHOCTHYECKOT0 IOWUCKA IPEACTaBI€HAa B JIaHHOM KJIMHUYECKOM cllyyae, ObUIO INPOBEJECHO
KOMILIEKCHOE 00cieloBaHue JUIsl BBIABICHHMSI IaMapTOM B JIPYT'MX OpraHax M CUCTEMax, JAMarHo3
3aTeM MOATBEPAWICA TE€HETUUYECKUM MCCIEA0BaHUEM. XUPYPrU4ecKoe JIEUEHHE M PEe3eKIUs
pabIOMHUOM B JAaHHOM KJIMHUYECKOM Cllydae HE MOHAJo0WiIach, B OOJBIIMHCTBE CIIy4acB
pabIOMHOMBI CHIOHTAHHO PErpecCUpYIOT B MJIAIEHYECKOM BO3pacTe.

Ponureneil Takux DalMEHTOB CIELYyeT OCBEIOMIJIATH O BO3MOYKHOCTH  Pa3BUTHUSA
SNWIENTUYECKUX IPUIAJKOB B MJIAQJCHUECTBE. YUUTHIBAs IEPEBEHTPUKYJSpPHbIE 00pa3oBaHUs
TOJIOBHOT'O MO3ra, COIJIACHO KJIMHUYECKUM PEKOMEHJAIUsAM, HaOJ0JIeHUE B JIMHAMUKE CIIEIYyeT
OTJaTh MPEANOYTEeHUE B MPOBEJICHUHN HeHpOoCcOoHOrpadum y MiaeHneB (IOKa pOJHUYKU OTKPBITHI),
y 6onee crapmux aereit pekoMmenayercs BelnonHATs MPT, Tak kak KT MoxeT qaBaTh MOBBILIEHHYIO
paZvallMOHHYI0 HAarpy3Ky, 4TO TOBBIIIAET PUCK pPa3BUTHUS OINyXoyied y jAeTeid ¢ TyOepo3HBbIM
CKJIEPO30M.

CornacHo aHanu3y JUTEpaTypbl, OTATOLIEHHBIN aHAMHE3 MaTepu MO caxapHOMYy aualeTy
MOJKET OBITh (PaKTOPOM PUCKA Pa3BUTHS MATOJIOTHH Y HOBOpOXkIeHHoro [17].

Hapymenue THpeounHoil ¢GyHKIMM y JaHHOTO peOeHka (TIOBBIIIEHHBI  YpOBEHBb
TUPEOTPOITHOTO TOPMOHA), IO HalIeMy MHEHHIO, MOXXET SBJISATbCS HapylleHHeM (QYHKIMU
TUIIOTAIaMO-TUNIO(U3apHO- TUPEOUTHON CUCTEMBI B pe3ysIbTaTe MOPaKEHUS TOJIOBHOTO MO3ra Ipu
TyOepO3HOM CKJIEpO3e.

3akiaroyenune. KinuHudeckuil ciydaid, nmpeacTaBiIeHHbIH B JaHHON paldoTe, 1EMOHCTPUPYET
BaXHOCTh paHHEH AMAarHOCTUKH U CBOEBPEMEHHOTo Hauvajna jeudeHus TC y nereidf, 0cOOEHHO MpH
HINYMHU MHOXECTBEHHBIX PabOMUOM Ceplia, KOTOPbIe MO3BOJIAT YAYUIIUTh MPOTHO3 U CHU3UTH
PHCK pa3BUTHS OCIOXKHEHUH. AHTEHATAIbHOE WM ITOCTHATAJIbHOE BBISIBJICHHE pabJJOMUOM cepAala
JIOJDKHO OBITH MapKepoM ISl ajdbHEHIero nuarHoctudeckoro moucka TC y nereit. Y mereit us

rpynnsl pucka no pazsutuio TC nomkeH ObITh MPOBEAECH KaU€CTBEHHBIN JUarHOCTUUECKUN MOUCK,



IIPOBEICHUE  KOMIUIEKCHOIO  3XOKapAHOrpauyeckoro  HCCIEAOBaHUs, HeWpocoHorpadus,
YIBTPa3BYKOBOE HCCIIEIOBAaHHE BHYTPEHHUX OpPraHOB, MOueK, ria3. OOHapyX eHHe HECKOIBKHX
NEPEeBEHTPUKYISIPHBIX ~ Y3J0B B TOJOBHOM MO3re¢ M Pa0JOMHOM  Cepila  SBISIOTCA
BbICOKOCTIEU(UYHBIMU IIPU3HAKaMU TYOEpPO3HOrO CKIIEpOo3a.

Ilockonbky  OGone3nb  bypueBumna —  IlpuHria  sBisieTrcs  peIKUM — TI'€HETHUYECKU
JIeTePMUHUPOBAHHBIM, Op(haHHBIM 3a00JI€BaHHEM C Pa3HOOOPa3HBIM KIMHUYECKUM TEYEHUEM, TO
cllelyeT MpOJ0JIKAaTh padoTy HaJ €AMHMM PEECTPOM Yy4eTa NALMEHTOB C JaHHBIM JHAarHo3oM. B
HacTosIllee BpeMs HE CYLIECTBYET CTaHJAPTHOIO MOJIXOAA K JIEYEHHIO TyOEepO3HOIro CKIepo3a.
HeoOxoauMpl  JanpHeilne McciaeOBaHMSA U1 COBEPIICHCTBOBAHUS METOAOB  JICUCHHS.
[IpencraBneHHble pe3yabTaThl MOATBEPKAAIOT AKTYaJIbHOCTH MPOOJIEMBI TyOSpO3HOTO CKIIepo3a U
HEO0XO0IMMOCTH JTaTbHEUIIET0 U3YUSHHSI JAHHOTO 32a00JIeBaHMSI.
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