CNIYYAN U3 MPAKTUKU

VK 616-033.2-007.1:575.1
DOI: 10.26435/UC.V012(35).410

J1.®. Yanas, A.B. Hanertos, [1.1. Maciota, O.H. Mockaniok

00 BMO «[oHeLKuit HaLMOHANbHBIA MEAULMHCKUA YHUBEPCUTET MMeHu M. fopbkoroy, [loHeuk

CMHOPOM MAP®MAHA: CJTYYAN U3 NPAKTUKU

HacnencrBenHble 3a60/eBaHMS COEIVHUTETb-
HOJI TKaHMU SIBJISTFOTCSI OMHOJ 13 Hauboee akTyasb-
HBIX TIpPoO/eM coBpemMeHHOV MmemuuyHbl [1]. Co-
IJITaCHO COBpPEMEHHOV Kiaaccuduraimmu HacIe[-
CTBEHHbIe 3a00/IeBaHMSI COENVHUTENbHOM TKAHU
JleJIITCSl Ha [IBe TI'PYIbl: Hac/lelCTBEHHbIE Hapy-
mweHus coeguuutenbHoi Tkauu (HHCT) u aucnna-
3umu coenvHUTenbHOM TKaHM (ICT). HacmencTBeH-
Hble HapyllleHus COeAVMHUTEeIbHOV TKaHu (paHee
- muddepeniupoBanubie [ICT) xapaKTepuU3yIOTCS
YEeTKO OUEPUYEHHON KJIMHUUYECKON KapTUHOM, yCTa-
HOBJIEHHBIM TUIIOM Hac/ielOBaHMSI, BO MHOTUX CITy-
yasx — BepUOUIIMPOBAHHBIM MOJEKYISIPHBIM [TM-
ar{Ho30M; BKJIIOYAIOT B ceOs1 MOHOTeHHbIe 3a6oJe-
BaHMsI, 00yCIOBIEHHbIE e eKTaMM CMHTe3a U/ Un
pacraga 6eKOB BHEKJIETOUHOTO MaTPUKCa WJIM Ha-
pyteHusaMu MopdoreHesa COeIVMHUTETbHON TKa-
HU: cuHapoM Mapdana, dnepca-IlaHao, HecoBep-
IIEHHBI OCTeoreHe3 U Ap. Aucriasus CoequHu-
TeJIbHO TKaHu (paHee — HemgydepeHIIMPOBaHHAS
OCT, cungpom ICT) — reTeporeHHasi rpyima 3a6o-
JIeBaHUI TIOJIMT€HHO-MHOrO(GaKTOPHOM 3STUOJIO-
', 00beIVHEHHBIX B (DEHOTUITHI HA OCHOBE OOIII-
HOCTU BHEIIHUX U/WUJIX BUCLIEPAIbHBIX TPU3HAKOB.
XapakTepusyeTcsi MHOToo6pa3ueM AVCIUIaCTUKO-
3aBUCUMMBIX KIMHUYECKUX MPOSIBIEHUH, MOIUOP-
TaHHOJ ¥ MOJIMCUCTEMHOM MaTOJIOTHUEN, mporpec-
CUpYIOLIMM TeueHueM. KnmMHMueckas kapTMHa He
YKJIaIbIBa€TCS HU B OLHO U3 M3BECTHBIX MOHOTEH-
HBIX 3a60/IeBaHMIT COeIMHUTEIBHON TKaHY [2].

Cungpom Mapdana (CM, Marfan, OMIM:
154700; mmdpp B MKB-X: Q87.4) — Hac/eaCTBEH-
HOe HapyllleHe COeqMHUTEeIbHO TKaH!, BeAyIIUM
MPOSIBJIEHMEM KOTOPOTO SIBJISIETCS pacllMpeHue
aopThI, PA3HOOOpa3HbIe CKeJIeTHbIE aHOMAaTMM. TuIt
HacaeqoBaHUs -ayTOCOMHO-IOMMHAHTHBINA C pas-
JIMYHOI 9KCIIPeCCUBHOCTHIO. YacToTa 3aboieBaHms
- 1:5000 - 1:15000 HOBOPOKAEHHBIX. Y MYKUMH U
>keHIIMH CM BCTpedaeTcs C OOMHAKOBOM 4aCTOTOM.
CM 006yc/IoB/IeH MyTallMsIMM B reHe 6eJika puopumi-
JsimHa 1-ro tumna (FBN1), pacrionoxkeHHOro Ha AJIVH-
HOM Iuteve 15-i1 xpomocomsl (15q21.1). dubpmi-
JIMH 1-TO TUIIA — IVIMKOIIPOTEU I, KOTOPBIN obecrie-
YYBaeT OCHOBY 3/1IaCTMYECKMX BOJIOKOH COEIVHU-
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TeJIbHOV TKaHU. [IJis1 AMarHoCTuKu cuHapoma Map-
dana ncrnonb3ywt I'eaTckme kputepun (2010) [3].
OCHOBHBIMU KIMHUYECKMMU Kputepusmu CM
SIBJISIFOTCSI:  BBICOKOPOCJIOCTD, AOMMXOCTEHOMENNS,
apaxHogakTwius, aedbopMauuyu TPYTHON KIIeT-
KM ¥ TI03BOHOYHMKA, IATOJIOTUSI OPraHOB 3pe-
HUS (MUOMNMS, TMOABBIBUX XpycTaanka). OCHOB-
Hble TapakAMHUYecKue IpOosiBIIeHUs: pacluupe-
HMe WIX aHeBpU3Ma aopThbl, TPOJANc MUTPATbHOTO
K/IallaHa, MOSICHUYHO-KPEeCTIIOBasl 3KTa3usl TBEP-
JIOJi MO3TOBOJ 000710uKM. [TomTBEpKIAeT NMAarHo3
MOJIEKY/ISIDHO-TeHeTUYeckoe uccienoBanue. Oco-
60e AMarHoCTMUYECKOe 3HAUEeHMEe MMeeT pacuimpe-
HME aopThl HA YPOBHE CMHYCOB BasbcanbBbl. OHO
SIBJISIETCSI OCHOBHBIM KpUTEPUEM, MO3BOSIOIINM
noaTBepaAuTh auarHo3d CM, ecim He MOpPOBEIEHO
MOJIEKYJISIPHO-TEHEeTUUECKOe KCcCaenoBanme [4].
[TepBbie mposiBieHuss CM MOXHO OTMETUTbL B
TepBble MeCsILIbl )KU3HU : TEHAeHIMS K YBeJTMUEHIIO
IJIVHBI TeJla, KOHEUHOCTEN, ranabieB pyK. K 3-M ro-
IaMm (GopMupyeTcsl acTeHMYECKOe TeNOCTOKeHe.
IedbopMaiiuy TpygHOI KIETKY (BOPOHKOOOGpasHasl,
KWJIEBUIHAS) MTOSIBJISIIOTCS B 4-7 JIET, & BECh CIIEKTP
CKeJIeTHBIX HapylieHuii — K 14-16 rogam. ITaTomno-
TSI CEPIEYHO-COCYOMUCTON CUCTEMBI HOPMUPYETCS
B IONITKOJIbHOM ¥ PaHHEM IIKOJIbHOM Bo3pacrte [5].
HapymieHusi putMa He SIBJASIOTCS TUIIMYHBIM
nposieiennem CM. B TO ke BpeMs y IallMEHTOB C
HHCT mu3HauyaabHO UMEITCS YOIOBUS IJis (OpMM-
pOBaHUS apUTMMYECKOTO CUHIpoMa. MHTpakap-
JIyalbHble TPUUYMHBI BO3HUKHOBEHUST TU3PUTMUIA
3aK/II0YalOTCsl B HapylLIeHUSIX B3aMMOOTHOLIEHUS
MIPOBOJSIINX U COKPATUTEIbHBIX CTPYKTYP CepAlia,
IeKTPOPU3NOIOTNUECKON HEOTHOPOAHOCTHA MUO-
Kapnaa, HUIMYMM OUCIIACTUYECKOTO Maloro cepp-
1la, TpoJiarica MUTPaJIbHOTO KjianaHa, aHOMaabHO
pacronokeHHbIX xopA. Hdedopmarmyu MMO3BOHOY-
HMKA ¥ TPYAHOM KJIETKU CO3[AI0T HeOIarompusiT-
Hble 3KCTpaKkapAuaabHble YCJIOBUS, IPUBOISIINE K
PEMOAETMPOBAHNIO CepAlla, YCYTYOIsIomye Hapy-
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HIeHus MeTaboM3Ma MIUOKapaa, YTo CII0COOCTBYET
(bopMMPOBaHNIO APUTMUUECKOTO CUHApPOMA [6].

LENb PABOTHI

VI3yunTh KIMHUYECKME TPOsSBeHMs 3aboyeBa-
HMSI Ha TIpuMepe KOHKpeTHOTo naiuenTa ¢ CM.

IpuBOoAMM ciyuait HabmopeHus manyeHTa ¢ CM
Ha OCHOBAaHMM M3YUEHUS] UCTOPUM OONE3HU U aM-
OyJ1aTOPHOI KapThl MaIlMeHTa.

HeBouka M. 16 net HaxoAuIaCh B KapAuopeBMa-
Tosornuyeckom otneneHnu KY «I'opomckas meTckast
KInHM4ueckas 6oabHuiia N2 1 r. JJoHenka» B Hosi6pe
2018 roma. Pe6eHOK MOCTYIWII C sKajobaMy Ha re-
puoauyecKkue TOIOBOKPY>XXeHMSI.

AHaMHecTHUYeCKMe TaHHble: B Bo3pacTe 3, 6, 8,
11 et oTMeYanUCh 3MU30AbI CyTPaBEHTPUKYIISIP-
HOI1 MapOKCU3MasbHOM TaxuUKapauu; B Bo3pacTe 9
siet Ha IxoKT' 3adMKcHMpoBaHO paciiupeHe KOPHS
aopThl. Y OTIIa (JIeTaJbHbIN UCXO) U JBOIPOIHOTO
Opara I10 IMHUM OTIIa — CMHAPOM Mapdana.

IMpu ocMOTpe Ha MOMEHT ITOCTYIUIEHUsI o6pa-
maeT Ha cebst BHMMaHMe BbICOKUI pocT — 186 cM (B
npenenax 90-97-mMmu 1eHTUIEN), TOTUXOCTEHOME-
nusi — gavHa pyku 87 ¢M, pasmax pyk 188 cm (mipe-
BBINIAET JJIVMHY Teja), apaXHOTAKTUIUS — IJIUHA
cpemHero manbia 11,5 cm (6osee 9 cM), BOPOHKO-
obpasHas medopmallus TPYAHON KIETKM, aCTeHU-
yeckas opma rpymaHoit KaeTku (OKPY>KHOCTb TPy -
HOI1 KJIeTKU 7- 1 CM, UTO HU3Ke 3-TO LeHTes), CKO-
JIM03, TIockocTonue. Hag ierkumMu mepKyTOPHO —
JIETOYHBIN 3BYK, ayCKYJIbTaTUBHO — BE3UKYJISIPHOE
IbpIXaHMe, 4acToTa AbIxaHus — 16 B MuHyTYy. ['pa-
HUIIBI CepAlla BO3pacTHbie. TOHbI pUTMUYHBIE, UK-
CThble, YaCTOTa CepaeUHbIX COKpallleHuit — 68 B MU-
HyTy. ApTepuanbHoe nasieHue — 80/60 MM pT. CT.
JKuBOT MATKMIA, 6e360/1e3HeHHBI. [leueHb — y Kpast
peGepHoit myru. [Touku, celeseHKa He MaabIINpy-
10TCS.

OKT': pUTM CHMHYCOBBII, PETY/ISIPHBIN, GpaguKap-
Iysl. DMeKTpudeckas 0Cb cepAlia HopMaabHas.

Homnrtuiep-2xoKI': paciivpeHure KOpPHSI ao0pPThI
B o6yacTy cMHYyCcoB BasbcanbBbl 10 3,1 ¢cM (HOpMa
2,13 — 3,06 cm), Tiponanc MUTPaJbHOTO KiamaHa |
CTerneHN.

CyrouHoe moHuTopupoBanue IKI o Xonrepy:
MUTpAIUS CYyIIPaBEeHTPUKYISIPHOTO BOAUTEST PUT-

Ma, CMHYyCOBast 6pagmKapans (CpeIHsIS 4acToTa cep-
JIeYHBbIX COKpaieHuit — 60 B MUHYTY). LipkagHbIii
uHAEeKC — 1,15 (pUrUOHBIA IUPKAIHbIA TPOGUIIb).
TosepaHTHOCTD K Harpy3Ke — HUKe CpemHeii.

V3AI' 6paxmoriedasbHbIX COCYIOB: IeBUALINS
XOfa BHYTPEHHEN COHHOM apTepuy ¢ o6eux CTo-
POH, HEIPSIMOJIMHEITHOCTDb X07a TO3BOHOUYHOI ap-
TepuM CIpaBa, U3BUTOCTh XOZAa MTO3BOHOYHO ap-
Tepuu cieBa.

HeBouka 6buTa ObOCIemoBaHa B PecryGimmKaH-
CKOM CITeIMa/I3VPOBAHHOM I[EHTPe MeIUIMHCKOI
TeHEeTUKU U TTPeHaTaIbHO AMAarHOCTUKY T. JJoHeIl-
Ka. Broxummueckoe celeKTOpHOE CKPUHUPYIOIIEe
MCC/IeOBAHME BBISIBUJIO TIOBBIMIEHHYIO SKCKPEITMIO
C MOuYOJi mpojMHa U oKcumponuHa. Crenuduue-
CKMX reHeTUYeCKUX METOMIOB IMAarHOCTUKY Ha 6ase
PCUMITII HeT. 3akai0ueHMe TeHEeTHKa: CUHIAPOM
Mapdana (Illnpp MKB-X: Q 87.4).

Knuunuaeckuit nuarnos: Cundpom Mapgana, ce-
metiHas gopma. IIponanc mumpanvHozo kaanaua I
cmeneHu. AHeuoducniasus (Oesuayust Xoda 8HympeH-
Hell COHHOU apmepuu ¢ 06eux CMopoH, HeNnpsMOoU-
HeliHoCM®b X00a N0380HOUHOLI apmepuu chpasa, U3eu-
mocms x00a N0380HOUHOU apmepuu cneda). CKonuUo3
II cmeneHu, 8opoHk000OpasHas degopmayus 2pyoHoti
K7emKu, njaockocmonue. BezemamugHo-cocyducmas
JucyHKkyus no eunomexsusHomy muny. Hapyuierue
pumma cepdya: OucHyHKYuUs: CUHYCc08020 y3id.

Oc06eHHOCTbI0 TAaHHOTO KJIMHUYECKOTO CITy-
yas SIBJISIETCS HaJIN4YMe apuUTMUYECKOTO CUHIPO-
Ma: MapoOKCM3MaIbHOI TaxMKapAuM B Bo3pacTte 3,
6, 8, 11 et u cuHyCOBOI GpaguKapauu B BO3pac-
Te 16 yeT. ®aKkTOpBI, crIoco6CTBYIONMME HOpMIUPO-
BaHMIO OMO3JIEKTPUUECKO HeCcTabMIbHOCTU MUO-
Kapa y MmalyeHTKN: COeAMHNTEeTbHOTKAHHAS TVC-
TIJ1a3Us ITPOBOSIIEN CUCTEMBI CepATa, IUCILIACT -
yeckast Kapauomnatus (IIpojarc MUTPaIbHOTO Kiia-
raHa), medopmariusi T03BOHOYHMKA, BETeTaTUBHO-
cocymucTast IUCHYHKINS.

SAKNIOYEHHUE

TakuM 00pa3oM, HapyIIeHUsS PUTMa Cephua y
MaIMeHTK ¢ ceMmeiiHoi dopmoit CM ciemyeT cum-
TaTh MPOSIBJIEHNMEM OCHOBHOTO 3aboseBaHuUs (Ha-
CJIeICTBEHHOI'O HapylleHusl COeAMHUTENbHOM TKa-
HU).
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CUHJIPOM MAP®AHA: CTVYAI U3 ITPAKTUKU

B craThe mpencTaBiaeHbl pe3yabTaThl COGCTBEHHO-
ro HabMIOgeHNsT KIMHUYECKOTO CIydasl CMHApoMa Map-
(dana y 16-netHeit neBouku. OCHOBHbIE BHEIHME IVIC-
IJIACTUKO3aBUCYMbIE MPOSIBIEHNST 3a60/1eBaHMsI: BbICO-
KOPOCJIOCTb, NOMUXOCTEHOMENMS, apaXHOOAKTUINSI, BO-
poHKooGpa3Hast Jedopmalius TpyaHON KIeTKM, aCTeH-
yeckas hopMa rpygHO KIeTKU, CKOINO3, INIOCKOCTOIE.

OCHOBHbBIE BUCIIepa/ibHbIE TIPU3HAKM CUHIApomMa Map-
dana: gunsgTauyus KOpPHSI aOPThI, MPOJATIC MUTPAIbHO-
ro KjiamaHa, aHruomucriiasusi. OcoGeHHOCThIO JAaHHO-
T'O KIIMHUYECKOTO CTy4ast SIBJIsieTCs GOpMUPOBAHME Y pe-
6eHKa apUTMUYECKOTO CMHApPOMA.

Kntoueevie cnoea: netu, cuaapom Mapdana, Hapy-
LIeHUs pUuTMa cepaia.

L.F. Chalaya, A.V. Nalyotov, D.I. Masyuta, O.N. Moskalyuk

SEI HPE «M. Gorky Donetsk National Medical University», Donetsk

MARFAN’S SYNDROME: A CASE FROM PRACTICE

The article presents the results of our own observa-
tion of a clinical case of Marfan’s syndrome in a 16-year-
old girl. The main external dysplastic-dependent mani-
festations of the disease: tallness, dolichostenomelia,
arachnodactyly, funnel chest deformity, asthenic form of
the chest, scoliosis, flat foot. The main visceral signs of

Marfan’s syndrome: aortic root dilatation, mitral valve
prolapse, angiodysplasia. A feature of this clinical case is
the formation of an arrhythmia syndrome in a child.

Key words: children, Marfan’s syndrome, cardiac
rhythm disorder.
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