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Pe3ome. B crathe mpencTaBieH KIMHHYECKUI ciaydail cuHapoma Mapgana y peGeHka 6 neT ¢
JaUiaTaluedl aopThl Ha yYpOBHE CHHYCOB BanbcaBbl M BpPOXKACHHBIM IOPOKOM cepilia B BHIE aAedekra
MEXIKEITyI0UKOBOM MEPErOpOJIKH, COCTOSHHE IMOCIE XUPYPrHuecKol KOppeKUuu B paHHeM Bospacrte. Ilo
pe3yabTataM (PU3MKAIBHOrO 0O0CieqoBaHUS y peOeHKa ObUTM BBISABICHBI KIMHHUYECKUE IMPOSIBICHUS,
XapakTepHble JJIsi MAalMeHTOB ¢ cuHApoMoM Mapdana. IIpoananu3upoBaHbl MEIMIMHCKUE JTOKYMEHTHI:
MEIMIMHCKasT KapTa CTAallMOHAPHOTO TMAIMEeHTa, pPe3yJbTaThl JIA0OPATOPHBIX W HHCTPYMEHTAIbHBIX
uccienoBanuii. B cratbe paccmarpuBaercs mpodiaemMa HeoOXOAUMOCTH MYJIbTHIMCIHMIIMHAPHOTO MOIX0/1a
Opu peadWINTallud W JICYCHUH NOJOOHBIX MAIMEHTOB B YCJOBUSAX COIYTCTBYIOUICH HACIIEICTBEHHON
NaTOJIOTHH.

KawueBble cJjioBa: Hacle[CTBEHHAs MATOJOTHMS COCJUHMUTENBHOM TKaHW, CHUHIpoM Mapdana,
MyTauuu B reHe FBN1, knmuHnueckue nposBIiieHus, AUIaTalys a0pThl HA ypOBHE CUHYCOB BanbcaBbl.

Resume. The article presents a clinical case of Marfan syndrome in a 6-year-old child with aortic
dilatation at the level of the sinuses of Valsava and congenital heart defect in the form of an interventricular
septal defect, the condition after surgical correction at an early age. According to the results of physical
examination, clinical manifestations characteristic of patients with Marfan syndrome were detected in the child.
Medical documents were analyzed: the medical record of an inpatient, the results of laboratory and instrumental
studies. The article considers the problem of the need for a multidisciplinary approach in the rehabilitation and
treatment of such patients with concomitant hereditary pathology.

Keywords: hereditary connective tissue pathology, Marfan syndrome, mutations in FBN1 gene,
clinical manifestations, aortic dilatation at the level of sinus of Valsava.

AkTtyaabHocTh. Cunapom Mapdana (CM) siBisieTcsi T€HETHUECKU OOYCIOBICHHBIM
CUCTEMHBIM 3a00JIEBAHUEM COEJIMHHUTEIbHOM TKAHU C ayTOCOMHO-JOMHUHAHTHBIM THIIOM
HACJIEeI0BAHMSI, KOTOPOE XapaKTepU3yeTCsl IIMPOKUM CIEKTPOM KIMHUYECKUX MPOsBICHUN. B
OCHOBE IaToreHe3a 3a0o0JieBaHus JIeKUT MyTalus B rene FBN1, koaupyromem rimKonpoTenH
GbuOpuLINH-1, ABJISIOMUNCST KOMIIOHEHTOM 3JaCTUYECKUX MUKPOGUOPUILT COCTUHUTEIIHHOM
TKaHW, YTO NPUBOJMUT K HApPYLIEHHOMY CTPOEHHUIO O-LIETH KoJiareHa | Thma u 3iacTuHa,
BXOJSIIMX B CTPYKTYpY KJIAaHOB CepJla, MUOKApJa, CTEHOK COCYJIOB, OpraHa 3peHHs U
OIOPHO-JBUraTEIBHOrO anmnapara.

YIIK61:001(06)(476) KJIMHUYECKASI MEJIULIMHA
BBK51.1

D 94



Mytanuu FBNI1 O6putn oOHapyxkeHbl He Toidbko mpu CM, HO U mOpu APYrux
HACJIEJICTBEHHBIX 3a00JIEBaHUSAX CO CXOJHBIMH (PEHOTUIIUUYECKUMU TMPOSBICHUSMU, YTO
MO3BOJIMJIO OOBEIUHUTH BCE OSTU HO30JOTMM B OJHY TpyHnmy ¢ OOIIMM Ha3BaHHEM
«PUOPMIIIMHOMATUH TIEPBOTO TUMAY. [1]

OCHOBHBIMH ~ KJIMHUYECKHUMU  KpuTepusimu CM  SBISIOTCSA:  BBICOKOPOCIOCTb,
JOJINXOCTEHOMENHUS, apaxHOMAKTUIusA, AedopMalid TPYJHON KIETKM U TO3BOHOYHHUKA,
MaTOJOTHsI OPTaHOB 3peHUs (MUOIHUS, TOABBIBUX XpycTanuka). OCHOBHBIE MapaKIUHUYECKUE
MPOSIBJICHUSI: PACIIMPEHHE WM aHEeBpPU3Ma aopThl, MPOJanc MUTPAIBLHOIO KJamaHa,
MOSICHUYHO-KPECTIIOBAs AKTAa3Usl TBEPAOU MO3TOBOM 000JIOUKH.

B mHacrosmiee Bpemst misi nuarHoctuku CM  y TNalnMEHTOB Bpauyd UCIHOIB3YIOT
nepecMotpeHnytro B 2010 roxy I'entckyro knaccuukanuio. JluarHoz mnoATBepxk IaeT
JOTIOTHUTENIPHOE TeHeTHYeckoe cekBeHupoBanue reHa FBN1. Oco0oe amarmocthyeckoe
3HAQYEHUE HMEET HaJIu4ue JuiaTalus aopThl HAa YPOBHE CHUHYCOB BanbcanbBbl — 3TOT
JTUArHOCTUYECKUI KPUTEPUH, MO3BOJIAET MOATBEpAUTHh nuarHo3 CM, ecnu He MPOBEICHO
MOJEKYJISIPHO-TEHETUYECKOE UCCIIEIOBAHHUE.

[lepBble mposiBIEHUS 3a00J€BaHUST MOXXHO OTMETUTh B IE€PBbIC MECAIbl KU3HU:
TEHJICHIIUS K YBJICUEHUIO JUIMHBI TEIa, KOHEYHOCTEH, MaNbIIEB PYK; K 3-M rojiam (hopMUpyeTcs
ACTEHUYECKOE TeNOCIOXKeHue; B 4-7 JeT NpoucXoauT naedopmaius TPyJHON KIETKU
(BopoHKOOOpa3Hasi, KUJIEBHIHAS); BECh CHEKTP CKEJIETHBIX HapyuieHuid — Kk 14-16 ropam.
[Tatonorust cepieUYHO-COCYAUCTOM CHUCTEMBI (OPMHUPYETCS B JOLIKOJHHOM M PpPaHHEM
IIKOJIBHOM BO3pacrte. [2]

Ha momeHT kypatuu naruenTa B okTsi0pe 2024 roga, AeBouka M. B Bo3pacte 6 jeT (puc.
1) moctynwia miaHoBO B 4-e menuatpuueckoe oTAesneHue Y3 «4-s ropojickas AeTcKas
KJIIMHU4YecKasi 0oibHUIIa» T. MUHCKa B CONMPOBOXAeHUU MaTepu. [Ipu nmoctyrmieHun xano0bl
Ha OJIBIIIKY, CTA00CTh, YTOMIIIEMOCTh. V3 aHaMHe3a )KU3HU U3BECTHO, YTO J€BOYKA POAMIACH
oT 3 6epeMeHHOCTH, 3 pos0B. bepeMeHHOCTh TpoTekana 6€3 0COOEHHOCTEH, POkl B CPOK. Bec
nipu poxaenuu 3310 r. B panHeM Bo3pacTe OTMEUaIOCh OTCTaBaHKUE B PU3HMUYECKOM Pa3BUTHH,
neuuT Macchl Tena.

Anamue3 3a0071eBaHus: peOeHOK HAOMI0JaeTC KapAuoJIoroM aMOyIaTOpHO MO MOBOY
BpoxaeHHOTO nopoka cepaua (BIIC): nedekra mexxenynoukoBoi neperopoaku (JAMXKII),
COCTOSIHUE MOCJIe ONEePAaTUBHON KOppekiuu. OnepaTuBHOE BMEIIATENHCTBO ObLIO TPOBEACHO
B BO3pacTe 3 HeAeNb, YTO B MOCIEAYIOUIEM MOIJIO CIOCOOCTBOBAThH (DOPMUPOBAHUIO SIPKO-
BBIPAKEHHON KWJIEBUIHOU Aedopmainuu rpyIHON KieTku (puc. 2).

AMOynaTOpHO MpUHHUMANA TUTOKCHH, SHANIANPUII, B aHAMHE3€ — MPUEM METOIPOJIoIa.
Heckonbko 3mM3040B OCTPOro OOCTPYKTUBHOIO OpOHXMTa B aHamHe3e, Ha (poHe OoJie3HU
oTMeYalach TaXWKapAus U CHU)XEHUE CaTypalliu, Mojydalia CUHIJIOH C MOJIOKUTEIbHBIM
s dexrom. KoHCyabTHpOBaHA TEHETUKOM, BBICTABICH JuarHo3: cuHapoMm Mapdana
(KTMHUYECKN).
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Puc. 1 — ®enorun namuenTta ¢ cuaapomom Mapdana

Puc. 2 — KuneBugnas rpyHas KjaeTka

[Ipn ¢usukanbHOM 00CIEIOBaHUM BBISIBICHBl XapaKTepHbIE Uil NAlUEHTOB C
cuHApoMOoM Map@dana 0COOEHHOCTH: aCTEHUYECKUI THUI KOHCTUTYLHH, TOJIKOKHO-)KUPOBOM
clIoiM  pa3BUT ciabo, pacHpelnereH paBHOMEPHO, JUIMHHbIE TOHKHE KOHEYHOCTH,
apaxXHOMAKTWIIMS, «ITHYbE JIMLO», KWUJIEBUIAHASA Jedopmanus TpyaHON KIETKH, Kugo-
CKOJIMOTHYECKAsT JAepopMalus MO3BOHOYHMKA, IUIOCKOBANbIyCHas Jedopmanus CToIl,
nepepasru0aHue B CyCTaBax, HEMOCTOSHHOE pacxodiieecs kocornasue. Ha MoMeHT Kypanuu
poct pebenka 120 cm, macca tena 18 kr (MMT 12,5 kr/m? z-score -2.19). ®usuueckoe
pa3BUTHE CpEHEE, PE3KO AUCTapMOHMYHOE, nepuiuT Maccsl Tena Il ctenenu.

OO1iee coCcTOsIHME CpelHEel CTeNmeHU TskecTH. AKcWuisipHas temmeparypa 36,7°C.
KoxxHble TOKpOBBI M BHAMMBIE CIM3UCTHIE YUCTBIE, OOBIYHON OKpacku. Ha mnepeanei
MOBEPXHOCTU TPYJIHON KIETKH - MOCTONEPAllMOHHBIA pyoOen. B nerkux Be3uKyisipHOe
IBIXaHUE TPOBOJUTCA IO BCEM ITOJISIM, €IMHUYHBIE CYXUE XPUIIbI, IEPKYTOPHO HAJ JIESTKUMU
JIErOYHOM 3BYK, YacTOTa AbIXaHWs — 22 B MHUHYTY. TOHBI cepAla TpOMKHE, PUTMHYHBIE,
WHTEHCUBHBIN CUCTOJIMYECKU IITyM HaJl BCE 00IacThiO cepilia, IIyM IPOBOJUTCA HA CIIUHY.
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YacroTra cepAedYHbIX COKpalleHud — 98 y1apoB B MUHYTY, apT€pHUAIbHOE IABJICHHUE —
92/58 mMMm. pT. cT. )KUBOT MATKWH, AOCTYyNEH K TJIyOOKOW Majblaluyd BO BCEX OTAEINax,
0e300yie3HeHHBIM mNpu nanpnanuu. lledens y Kkpas peOepHOM MOyru, cele3eHKa He
nanenupyerca. Guznonoruueckue OTIpaBICHUs: CKIOHHOCTD K 3anmopam. Ctyn ObiBaet 1 pa3
B 5-7 nHeil. Moueuncnyckanue cBoOOHOE, 0€300JI€3HEHHOE.

B o6mem ananuze kpoBu (OAK): cHukeH ypoBeHb remoriioomHa go 112 r/m,
a0coJIIoTHAsA U OTHOCUTENbHAs 303uHOoduus (15%).

OO01mumii ananu3 Mo4u: 6€3 0COOEHHOCTE.

buoxumuueckutit ananu3 kposu (bAK): nossiien IgE o0muii no 145,81 ME/ma (pu
Hopme 0-90 ME/mmn).

[Tanens amnepreHoB neauarpuueckas Nel (cMmelnaHHasi): BBISIBIEHBI crielM(pUUYECKUE
antutena IgE k kiemam 1oMaliiHen by, MEPCTH KOIIKH, JTOIIaau, COOaKH.
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Puc. 3 — OKI npu nocrynnenun

[Ipu nocrymnennnn Ha OKI' (puc. 3) BBISIBIEHO: PUTM CHUHYCOBBIA, C YacTOTOM
cepaeuHbIx cokpamenui 80 yaapos B MUHYTY. BeptukanbHoe nonoxenne J0C. OTcyTcTBue
3ybua T B rpyansix otBeieHUsIX V1-V6 cBUAETENBCTBYET O META00IMUECKUX HAPYIICHUSX B
muokapae. [Ipu nmosropaom nposeaeHuu IKI' B meproa fTaHHOW rOCIUTAIN3AIAN OTMEYACTCS
MOJIOKUTEIIbHAS IMHAMUKA B BUJIC YBEIUUYCHUS aMIUTUTYAbI 3yOona T B rpyAHBIX OTBEACHUSAX
V1-Ve.

IIpoBeneno uccinenoBanue kKpoBu Ha NT-proBNP: mokaszarens mosbiimieH a0 392,79
nr/mMn  (mpu Hopme 0-125 mnr/mi), YTO CBUIETEILCTBYET O Pa3BUTHH CEPJCUHOUN
HEJIOCTATOYHOCTH.
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Oxokapauorpadus (OxoKTI'): BIIC: nepumemOpano3Hsiii HepecTpukTuBHBIN JIMIXKII ¢
BeIpakeHHOM runepBojemuern MKK. CocTtosiHue mocine onepaTUBHOTO JIEYEHUS - IIACTHUKA
JAMOKII 3ammaroit 22.08.2018r. (Bo3pact pebeHKa Ha MOMEHT OIepalud 3 Heaemu).
Jlnmatauuss aopTel Ha YpOBHE CHHYCOB BanbcanbBel. MuHuManpHas aopTajbHas
peryprutauus. l'umnepsxoreHHass MOJUIUKINYHAS CTPYKTypa B MPOEKIUU a0PTaIbHOTO
KJIAIAHHOTO KOJIbIIa. YMEPEHHO pPAaCIIMPEH JIEBBIM XKemyaodueK. CTBOPKM MUTPAIBHOTO
KJIanaHa aucractuusslie, yronmensl. [IMK 1 crenenn 3mm ¢ perypruranueit 1-2 creneHu.
CTBOpKHU TPUKYCNHUIAIBHOTO KJIallaHa IUCIUIACTUYHbIE. TpuKycnuaaibHas peryprutanus 1-2
crenienu (I'CJ] 15 mm pr cT). Pesaunyanbabix myHToB B Mecte mnactuku JJMOKII He BisiBIIEHO.
CokparutenbHas (GyHKIHS MHOKap/Aa JIEBOTO JKeJyJouka He3HAYuTenbHO cHibkeHa (OB mo
Tetixonbiry 52%, no Cumncony - 61%).

Cyrounoe monntopupoBanue OKI' o Xonrepy: B TeueHne CyTok CHHYCOBBI PUTM C
HOpPMaJIbHON BapuaOENbHOCTHIO CEPACUHBIX IUKJIOB, TMOBBIIIEHUEM BCEX CPEIHUX
nokazareneid YCC (cuHycoBasi TaxwKapJus) U HOPMAJIbHBIM IUPKATHBIM TPOQPUIEM.
Jlnnamuku cermenta ST He 3aperucTpUpOBaHO.

UccnenoBanne pynkuuu BHemHero apixanus (OBJI): ®BJl ve napymena. CHikeHa
MPOXOJUMOCTb OPOHXOB MEIKOI0 Kaauopa.

Ma3zok u3 3eBa Ha (UIOPY M UyBCTBUTEJIBHOCTh K aHTHOMOTHKaMm: St. aureus 10%*3
(BapuaHT HOpPMBI, HE TpeOyeT JeUEHUs).

VY31 OBIIl: OcoOeHHOCTH CTpPOEHHs MpPaBOM MOYKH, HE HCKIIOYEHO YJIBOCHUE
coOupaTeIbHON CUCTEMBI.

Y3U Ttoncroro kumeunnka: KocBeHHbIe Y 3-NPU3HAKUA JOJTUMXOCUTMBI. 3HAUUTEIBHOE
pacliipeHue NpsIMOM KHUIIKH, YMEPEHHOE paCIIMPEHUE HUCXOIAIIETO OTHENIa TOJCTOTO
KUIIIEYHUKA U CUTMOBHUHOM KHUIIIKH.

IIpoBeneH cockob Ha SHTEPOOMO3, aHATU3 KaJla Ha sSiIla TeJIbMUHTOB, aHAJINU3 KPOBU HA
TOKCOKapO3: pe3yJabTaThl OTPUIIATEIbHBIC, B KaJie siflla TeIbMUHTOB HE OOHAPY KEHBI.

KoncynbTupoBana opraipMoioroMm, 3akitoueHue: ['unepmerponus cinaboi ct. o0oux
ra3. HemocrossHHOE pacxoasuieecs JIEBOCTOPOHHEE KOCOTIa3He.

KoncynbeTupoBana jgeTrckuMm  optomeaom, 3akitoueHue: Kudo-ckonmornueckas
nedopmanysi T03BOHOYHUKA, MIIOCKOBAIbIyCHas AedopMaliust CTOII.

KoHcynpTHpOBaHa  amiueproyioroM, 3aKJIOYCHHE: OMNUAEpMaibHAs, IMbUIbLEBAS
ceHcuOunuzanusa. bpouxuanbHas actma?

KoHcynbpTHpoBaHa racTposHTEpOJOrom: benkoBo-3HEpreTuyeckas HEOOCTATOYHOCTH
(bOH) ymepennoii crenenu. OyHKIIMOHATBHBIN 3a110p.

Hecmotps Ha TO, uTO cunapoM Mapdana sSBIseTcsl OTHOCUTEIBHO PACIPOCTPAHEHHBIM
U XOpOIIO M3YYEHHBIM HACJIEACTBEHHBIM 3a00JieBaHUEM, CIEIU(UUECKOE JICUCHHUE NI STON
MaToJIOTUH HE pa3pabOTaHo.

B nepuox npeObiBaHUsA MalMEeHTa B CTAallMOHape MPOBOAWIOCH CIEAYIOIIEe
MEINKAMEHTO3HOE JieueHue: sHamanpuia 0,9 x 2 pasa B cytku; qurokcut 0,09 x 2 pasa B CyTKH;
kpearuHpocdar 1,0 — N10 BHyTpuBeHHO, kamnenbHo; MoHTenykacT 0,005 x 1 pa3 B cTyku.
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HecMoTpss Ha CIOXKHOCTH [aHHOM NATOJOTHH, JOCTUTHYT MOJIOKHUTEIBHBIA PE3yJIbTaT B
JIeYeHUH peOeHKa.

Pe6éHnok BmImuchIBaeTCA C yaydmeHueM. JlaHbl crienyromue peKoOMEHJaluu:
HaOJIOJIeHWE TeMaTpa, KapAuopeBMarosiora, opromnena, odTaabmoliora, ajieproyiora,
racTPO’HTEPOJIOTAa O MECTY JKHUTENbCTBA. KOHCynbTalMs KapAUOXHpPYpra, TE€HETHKA B
IJIJAHOBOM TOPsJIKE, IpoBeAeHuEe reHernueckoro ananuza reia FBN1. Bo3o6HoBUTE npuém
Metorposiona mo 16 Mr B cyTku B 2 mpuéma qiutenbHo. [Ipenapatsl xene3a (Hampumep,
tapaudepon 80 mr x 1 pa3 B AeHb) JJIMTENBHO, O] KOHTPOJIEM YpoBHs remorioduna B OAK,
ceiBopoToyHOTO (hepputuna B BAK. [luerorepanus BOH, ¢ yuerom noTpedHOCTH NanMeHTa B
SHEPTrMH W TNHIIEBBIX BEIIECTBAX, MO0 PEKOMEHJAIMU TracTposHTeposora. OcMoTHYECKHE
cinabuTenbHbIe (HampuMep, JakTyao3a o 10 M B IeHb) JIIUTEIBHO, 10 HOpMAJIM3allUK CTYyJIa.
[IpuHUMaTh TOCTATOYHOE KOIMYECTBO XKUJAKOCTH B JiIeHb (900 mMi/cyT), 100aBUTH B paluoH
MPOAYKTHI, OoraTeie KieTuatkoil. Koppekuus TyaneTHoro noseaeHusi. M36erath KOHTaKTOB C
MHQEeKIMOHHBIMU OOnbHBIMU. Jlo3upoBaHHas (u3nMyeckass Harpy3ka JI0 €CTECTBEHHOM
YTOMJIIEMOCTH. 3aHATHUS B CHOPTUBHBIX CEKIUAX MpoTuBonokasansl. Kontpons Y3U cepaua
1 pa3 B 3 mecsna (puck pa3BuTus AwiataiinoHHo# kapauomuonatun). Kontpons OKI 4 paza
B roll. [Ipodunaktuka OGakTepuaaIbHOrO HAOKAPAUTA, KOTOpas BKIIOYAET CaHAIUIO OYaroB
xpoHnueckoit uudexuun, ocMotp JIOP-Bpaua u cromarosora 1 pa3 B 6 MecsiieB.
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