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TawKeHMCKasa MeOUUYUHCKAsa aKkaoemus

Ushbu klinik holat Marfan sindromining kech tashxisi tufayli e’tiborga loyiqdir. Marfan sindromi odatda suyak
anomaliyalari mavjudligida bolalik yoki o’smirlik davrida aniqlanadi, Varonkasimon ko’krak deformatsiyasining mav-
judligi tibbiy ko’riklar davomida pediatrlar va keyinchalik terapevtlarning e’tiborini jalb qilishi kerak.

Kalit so’zlar: biriktiruvchi to’qimalarning irsiy kasalliklari, biriktiruvchi to’qima displaziyasi, anormal tish o’sishi,

yuz dismorfiyasi, Marfan sindromi.

This clinical case deserves attention due to the late diagnosis of Syndrome Marfan. Syndrome Marfan usually detect-
ed in childhood or adolescence, especially in the presence of bone abnormalities. The presence of funnel chest deformity
should have been attract the attention of pediatricians, and subsequently therapists during medical examinations.

Key words: hereditary disorders of connective tissue, connective tissue dysplasia, malocclusion, dental growth

disorders, facial dysmorphia, Marfan syndrome.

HaCJIe,ZlCTBEHHbIe HapylleHus1 CoeJUHUTEb-
Hoi TkaHu (HHCT) - penko BcTpeuaroljuecs
3ab60Js1eBaHUs, JUAarHOCTHUKA KOTOPBIX OCYLeCTBJsET-
Csl COIVIAaCHO MeXX/JlyHapOJHbIM COIJIACOBAHHBIM KpH-
TepusM (cuHApoMbl Mapdana - CM, dnepca - JanJo,
Ctuksepa, JIprouca - /lutua u Ap., a Takxe psaz, LUCILIa-
CTUYeCKUX PEeHOTUNOB — MappaHOWHAsA BHEIIHOCTD,
MapdaHONOLOOHbIM U 3/1epCcOnoA0OHbIA QEeHOTUIIHI,
Jlo6poKavyecTBeHHAss THUNEepPMOOUJIbHOCTb CYCTaBOB).
Jnsa 6oabmmHcTBa HHCT xapakTepHO BOBJeYeHHE B
JUCIIJIaCTUYEeCKUH MPOL,ecc KOCTHOM CUCTEMBI.
Knaccuueckuit npumep moHoreHHoro HHCT c ay-
TOCOMHO-/JOMUHAHTHBIM THUIIOM HacJie/l0BaHHUsA, BbICO-
KOW IeHeTPaHTHOCTBbIO M PAa3HOW CTeNeHbl0 3KCIpec-
CUBHOCTU — cUHApoM Mapdana. B 75-80% ciydaeB
3abo0JsieBaHUe SABJISIETCS HACJeLCTBEHHBIM, OJHAKO MO-
»KeT pa3BUBATbCs BC/EACTBHE CHOHTAHHBIX MyTalUM.
YcTaHOBJIeHa CBSA3b € MyTalLMsIMU B reHe ¢pubpuiinHa 1
(FBN1) Ha xpomocome 15q21.1, rene TGFBR1 u TGFR2
Ha 9-i1 u 3p24.2-P25 xpoMocoMe, 4TO 06YCI0BIAUBAET
KJIMHUYEeCKYI0 BapuabesbHOCThb 3aboJieBaHus [7].
KnuHudeckue mnposBiaeHusa. bose3snb MapdaHa
MOXeT NpOoTeKaTb B BU/Jle IBHO BbIpa)KeHHOU (pa3Bep-
HyTOW) U cTepTol (abopTuBHON) PpopM. B cumnrTomo-
KOMIIJIEKC B OCHOBHOM BXOJSAT CJleJlylollile KJWHUYe-
CKHe TPHU3HAKHU: BBICOKOPOC/IOCTb, apaXHOAAKTHJINA,
CKeJleTHble flepopMal My, HapyllleHUsl OpTraHOB 3peHNH,
NaTOJIOTUSA cepAlia U KpynHbIX cocyzioB [8]. [Ipu Tsxe-
JIOM TeyeHHUH 3abo0JieBaHUEe MOXKeT MaHUPeCTUpPOBaTh
B Ilepuo/ie HOBOPOX/JEHHOCTH C pa3BUTHEM HeJoCTa-
TOYHOCTH KJANaHOB cCepAlla U JAujaTalued NPOKCH-
MaJIbHOM 4acTH aopThl, YCYyTryOIsA0LeNd cepZiledHylo He-
JlOCTAaTOYHOCTb, KOTOpas MPUBOAUT K CMePTH pebeHKa
B TeyeHHe NepBoro roja usHu. Creprasa ¢opma npo-
ABJISIETCA TPEeUMYyLIeCTBEHHbIM IOpPa)KeHUEM OJHOU
W3 CUCTEeM OpraHHu3Ma (cepZeqHO0-COCyJUCTON, OPTraHOB
3peHus, OIOPHO-/BUraTe/bHOrO0 annapara) [4].

[TanuenTtel ¢ CM UMeOT TUNHUYHbIE KJIMHUYECKHE
NpOsIBJIEHHUS, BKJIIOYasl BBICOKOe U CTPOMHOe Tes0C10-
»KeHMe, apaXHOAaKTHUJINIO, IJIOCKOCTOIHE C BaJIbI'yCHOU
AedbopManueit cronbl (puc. 1), mpoJsianc MUTPaIbHOTO
KJlallaHa, pacllMpeHue aopThl, IKTONHUIO XpyCcTaluKa. B
HacTosillee BpeMsa AuarHoctruka CM ocHoBaHa Ha BbI-
SIBJIEHUHU JIBYX «OO0JIbIIKMX» IPU3HAKOB 3TOr0 3a00JIeBa-
HHUA — paclIMpeHUs aopThl U 3KTONUU XpycTaauka [3].
B oTcyTcTBUE «GOJIBIIMX» TPU3HAKOB YYUTHIBAETCS Ha-
Cle/ICTBEHHbINI aHAMHe3, MOJIeKy/IIpHO-TeHeTUYeCKue
JaHHble (MOATBepxAeHHas MyTauusa ¢ubpuinHa-1).
Bcem cneuuduunbiM i CM BHEIIHUM U BUCLEpaJib-
HbIM IIpU3HAaKaM NPUCBOEHbI JJUaTHOCTHUYECKHe GaJlibl
(ot 1-ro pmo 3-x); npu Habope 7 u 60Jiee 6alIOB CaeyeT
TOBOPUTb O CUCTEMHOM BOBJIEUEHUHU COEJUHUTEbHON
TKaHH, YTO TaK>Xe YYUTbIBAETCA KaK CaMOCTOATEbHbIN
npusHak CM [1,2].

B anroputMm puarHoctuku CM BXOAAT JuLieBble
AU3MOpQUH, K KOTOPBIM OTHOCAT JoJuxoledalnio
(AyuHHAA W y3kasa dopma roJioBsl), aHOOTaAbM (I1y-
60KOe T0JIOKeHHe TJIa3HbIX A0JI0K), CKOLIEeHHble BHU3
rJIa3Hble 1eJIH, TUNOIJIAa3UI0 CKYJ0BBIX KOCTEH, a Tak-
»Ke peTPOrHaTHIo (CMelleHHe HUXKHeN YesloCTH B 0p-
3aJIbHOM HampaBJjeHUHM - Haszaj) [5]. CnenuduyHoCTb
3TUX NPU3HAKOB HeBeJIMKa — B [eHTCckux Kputepusx CM
yKa3aHOo, 4TO BbIsIBJIeHHE He MeHee 3-X lepeyrCAeHHbIX
JIULEBbIX AU3Mopduil f06aBJsSgeT JULIb OJUH 6asl CU-
CTeMHOT0 BOBJIeYEHHS COeJMHUTEJbHON TKaHHU, 0OHa-
py>KeHHe OJHOU WU ABYX AU3MOPPUI BOBCE He BIUSET
Ha guarHoctuky CM. Takoil mpu3HakK, Kak apKOBUJ-
HOe HEDO, NpHBeIeHHbIN B IepBoU pefakyuu [eHTCKUX
kputepueB (1996), oTCyTCTByeT B lepecMOTpe peKo-
MeHgauui 2010 r. (Tab1ua), u3-3a HU3KOH cieudpuy-
HOCTH B BbIsiBJieHUU CM [6].

[Ipu CM Hepenko ¢ukcupyeTcs ageHTUs (puc. 2),
KOPHHU 3y60B 00bIYHO O0Jiee JIJIMHHBIE, BBITAHYThIE U 3a-
OCTpeHHbIe, pexxe 0OHAPY>KMUBAIOT pacllleJMHbl HEOGa U
A3bIYKa MATKOro HEGA. M3 IMLEeBBIX JU3MOPOUHN Y TAKUX
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IToMob IpaKTHYECKOMY Bpa4yy

60JIbHBIX BBIABJ/ISIOT BBICOKOE U LIMPOKOe HEGO, peTpo-
THATHIO, aTPOPUIO HIPKHEHN YesTIOCTH C BBIPDAXKEHHBIM Jie-
¢dunuTOM MecTa B Hel /151 3y60B U, KaK CJIe[ICTBUE, TsKe-
Jible HapylLleHHUs NMPUKyca U CKy4eHHOCTb 3y60B. Kpome
TOT0, HepeJIKO 06HAPYKUBAIOT HapyLleHUs: QYHKIHUH BHU-
COYHO-HIKHEYEIOCTHOTO CycTaBa M ero MHOABBIBUXU.
JM30KK/II03Us IPUBOAUT K HEPaBHOMEPHON Harpyske Ha

OT/ZeJIbHBIE 3y6bl, B pe3y/IbTaTe Yero NPOUCXOAUT UX pac-
IIaThbIBaHUe, UCTHpaHUe, GpopMUpyeTCs TMHTUBUT U, B
WTOT€, MHOXKECTBEHHBIH Kapuec [8].

JuarHos cungpoma Mapdana TpebyeT, Kak MUHU-
MyM, HaJINYUs OAHOI'0 GOJIBIIOTO0 KPUTEPUS B JIBYX CH-
cTeMax U BOBJIeYeHHe B IaTOJ0IMYeCKUH Npolecc Tpe-
Tbel CUCTEMBI.

Ta6auya

baanvHas oyeHKa npu3HaKkoe cucmemHo20 806./1e4eHUS
coeduHumesHoll mkanu (fenmckue kpumepuu, 2010).

[IpusHak

Bann

CUMINITOM 3aMsICThs U 60JIBLIOTO naJjbla

CHMIITOM 3ansICThs UJIU 60JIbIIOTO maJsibia

KuneBugHas nedpopmanus rpyiHON KJIETKU

BopoHkoo6pa3Has fedopManus Uik aCUMMETPUs IPYAHON KJIeTKU

BasbrycHas sedpopmanys CTONbI

[lnockocTonue

[ITHeBMOTOpaKC

JKTa3us TBeP/OH MO3rOBON 060JI0YKH

[IpoTpysust Ta306eAPEHHOr0 CyCcTaBa

YMeHbllIeHHOEe OTHOILIeHHEe BepXHEero cerMmeHTa TeJia K HU>KHEMY U YBeJIMYE€HHOE OTHOLIEeHHUe
| _pa3Maxa PYK K POCTY U HeTAXKeJ1ad CTeleHb CKOJKM03a

CKOJTH03 WJIH TOPaKOJIOMOaTbHBIN KO3

He,qopasm6aHHe JIOKTEBOTI'O CyCTaBa

TCUIIONIA3U I CKVJIOBBIX KOCTEH pPeTpOrHaTud

JluueBble npu3sHaky (3 U3 5): jonuxonedasus, IHOPTAIbM, CKOLIEHHbIE BHU3 [JIa3HBIE L1eJH,

KoxxHble cTpuu

Muonus 6oJiee 3 JUONTPUN

RlRr | R (RrRr|R,r IR R[N[R W

[Iposianc MUTPaJILHOTO KJIanaHa

-

Knunundeckui ciaydail. [lanuent K.C./J, 1961 rp,
HOCTYIIUJI B OT/ieJIeHhe PeBMaTOJIOTHH MHOTONPOPUIIb-
Hol KanHUKY TMA 21.11.2023 1. ¢ ka106aMu 60JIU B MeJI-
KHX CyCTaBax PyK W HOT, YTPEHHIOI0 CKOBAHHOCTb, 60JIH B
IUIEYEBBIX, JIYYEBBIX U KOJIEHHBIX CYCTaBaX 00EUX CTOPOH,
cep/liebreHre, O/IbIIIKY MPU HE3HAYUTEJNbHOU pusunye-
CKOM Harpyske U B HOYHbIE Yacbl, OTEKH HKHUX KOHeY-
HocTel. CuuTaeT ce6s1 60JIbHBIM C 26 J1eT, 3a00/1eBaHUe HU
cueM He cBs3bIBaeT. B 1987 r. rocnuTasu3upoBaH B 60JIb-

HUIly 10 MECTY >KUTeJIbCTBA C JUarHO30M reMopparuye-
CKOT'O MHCYJIbTA C OCJIOKHEHHEM IIPaBOCTOPOHHUM reMU-
nape3oM. YXyJlleHHue COCTOSIHUSA B TedeHHe 4-X MecsleB
JI0 TOCTIUTAIM3aLMK, KOTZia 6e3 BUJMMOMN IPUYUHBI CTasla
6eCoKOUTDb OJbILIKA NPU PU3NUECKOH HarpysKe, UMeB-
asi HapacTaWUK XapakTep, cepALeOUeHre, CUIbHbIE
60J11 B CyCTaBax, yTPEeHH:s CKOBAaHHOCTb, 110 TIOBOJY Yero
06paTHJICS K MECTHOMY PEBMATOJIOTY, KOTOPbIH PeKOMeH-
JlOBaJl TPeJHU30JI0H, METOPTPUT.

Puc. 1. BaaveycHas dedhopma-
yust cmonsl. Il1ockonue.

Puc. 2. Adenmus.

Puc. 3. BopoHkooGpas3Has Ode-
dopmayus 2pydHoii Kiemku.

212
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CaMo4yBCTBHE He YIy4LINI0Ch. BoJIbHOW GbLIT rocnu-
TaJIM3UPOBAH B CTaloHap. [lepeHeceHHbIe 3a60/I€BaHMUS:
npoctyfHble. CeMeNHbI aHaMHe3: Y OTLia Y J04epU na-
IJMeHTa — BOPOHKOOOpasHas AedopManys rpyLHON KJIeT-
KU. Pe3y/ibTaThl Gpu3nKanbHOro obciefoBaHus. CoctosHue
CpeiHel CTeneHU TSHKECTH, OTEKH CTOII, ToJIeHEH, KUCTEeN.
Poct 186 cMm, Mmacca Testa 80 kr, UMT 23.1. BopoHkoo6pa3Hast
Jedbopmanus rpygHoi kaeTku (puc. 3). AycKylbTaTUBHO:
JlpIxaHre Be3uKy/sapHoe. YacToTa gpixaHus 20 B MUHYTY.

Bepxy1iieyHblil TOYOK — Ha 1,5 CM K HapyXu OT Jie-
BOM CpeJHEK/IIOUMYHOW JIMHMM B NATOM MeXpebephbe.
ToHbI cepAa npurylieHsl, aputMyuyHble, YCC 92 B MuHy-
Ty. CUCTO0JIOAUACTOJIMYECKHH ILIyM BO BTOPOM Mexpebepbe
cJeBa.

Pe3ysnbTaThl J1abOpaTOPHBIX METOZOB HCCJIE/I0Ba-
Hus. O6muit aHanus kposu oT 22.11.2023: ap. - 4,5 mun/
Mk, HB - 114 r/n, n. - 7,7 Teic/MKa, CO3 - 21 MM/4, 1IB.
nok. — 0,91, Ht - 0,41%, H. - 69%, tuMd. —-23%, MoH. — 8%.
06umit aHamu3 Mmouu ot 22.11.2023: 6esok - 0,033r/71, J1. -
13-14 B noJsie 3peHus, COJIM — ypaThl +++, BHOXUMUUeCcKui
aHasM3 KpoBH ot 22.11.2023: o611, 6esok — 54 r/71, Mode-
BUHA - 9,6 MMOJIb/JI, KpeaTHUH — 106,1 MKMOJIb/JI, [JTtO-
Ko3a - 5,5 MMoJib/J1, XosiecTepuH — 3,2 MMoJib/a, CPB - 19
mr/a, PO - 22 [U/ma, antuctpentonususd-0 - 300 1U/m,
ounpy6uH o6l - 16,6 Mxmosb/, LD - 119 Ex/n, ACT
- 60 Exn/n, AJIT - 90 En/n, kamuit - 3,3 MMOJIb/J1, XJIOpU-
Jibl — 97 MMoutb /1. Koarynorpamma ot 22.11.2023. BCK - 2%
- 3%, Tlporpom6HHOBOE Bpemsi — 25,2 ¢ (N g0 30 c), Toste-
PaHTHOCTB I/1a3Mbl K renapuny — 5-20, bubpuHoreH - 266
Mr/d, [ITH - 16,1 ¢/56%, MHO - 1,29, 3TaHOJIOBBIH TECT —
oTp., TpoMboTecT - V CT.

Pe3y/nbTaTbl MHCTPyMEHTAJbHBIX MeTOJOB McCJle-
JI0OBaHMA U KOHCYJbTAllUM y Bpadei-crnenuannctos. JKI
or 21.11.2023 (npu nocrymsieHun): CHUHycOoBasi TaxXu-
kapaus, YCC - 100 ya. B MuHyTy. 30C - OTK/IOHEHa BIIpa-
Bo. P-pulmonale, HemosiHasg 6Jiokaja MOpaBOMl HOXKU
nydka ['Mca. MimemMuyeckue M3MeHeHUs] MHOKapAa 33aj-
HeW W nepesHEN IeperopoJ04HON 06JIacTH JIEBOTO >Ke-
saynoyka. [lpusHaku runepTpoduu 06OHX KeJy0YKOB.
Pentrenorpadus OTK ot 21.11.2023: PeHTreHONpU3HAKU
XpoHH4Yeckoro 6ponxuta. IXoKI' ot 21.11.2023: IosiocTu
JIeBOTO »Kesyfiouka He pacmupensl, K/JIP - 36 MM, K/IO -
54 v, ©B - 66%, JII1 - 2,9 cm. [IpaBbie oTAesbI cEpALA BbI-
pakeHHO paciupenbl. ToniyHa nepegHeit creHku [DK -
1,5 cM. TpuKycnuJjanbHbIA KJIANaH YIUIOTHEH, YTOJILEH,
C HEPOBHBIMH KOHTYpaMH. MUTpabHBIA KJamnaH YIuvIio-
THEH. AopTa yIJIOTHeHa: AxaMeTp Ha ypoBHe AK - 29 mm.
JlerouyHas aptepus: Bo3pacTHas HopMa, iuaMeTp KOpHA 27
cM. CTeHKH JIeBOTO KeJy[l04Ka YIJIOTHEeHbI, JUCKUHe3Us
MJKII mo Tuny napagokcanbHoro asmxenusa. TMXKII - 0,9
cMm, T3CJ/IK - 1,0 em. Jlonmiep3dxoKI': TpukycnuaaisHas pe-
ryprutauus, lI-1ll crenens. 3akroueHve: HeroctaTouHOCTD
TpUKycnyaabHoro kiaamnaxa lll ct. [leperpyska npaBbIx OT-
JesoB. JleroyHas runeprensus -1l crenenu. [o6anbHas
cokpatuMocTb MUoKapza JIXK B HopMme. Y3U mutoBugHON
KeJle3bl C IMMPaTHUYeCKUMU IOBEPXHOCTHBIMHU Y3J1aMH OT
21.11.2023: Be3 axo-matoJiorud. Y3W opraHoB GPIOLIHON
nosiocty 1 novek ot 21.11.2023: JuddysHble u3MeHEHUs
nedenu. JKKbB.

BosibHo# ¢ 21.11.2023 mo 24.11.2023 rr. HaXoauI-
Cs Ha JIeYeHHH B PeBMAaTOJIOTMYECKOM OT/ieJleHHHd MHO-
rompo¢uabHOM KJMHUKKH TMA. IlpuHuMan cuMnTo-
MaTHueckoe JieyeHue. KoHcysnbTanu KapjadoJiora U

KapAuoxypypra. /i falbHeHIero eyeHus HalpasJ/ieH B
Pecny6/1iKaHCKUH KapH0JIOTMYECKUHA LIEHTP.

TakuM 06pa3oM, ONMCaHHbIA KJIMHUYEeCKUH c1yvaii 3a-
CJIy>KMBaeT BHHMMaHUs M3-3a MO3JHeH AMAarHocTUku CM.
06br4HO CM BBIABJSETCS B JAETCKOMUJIM MOAPOCTKOBOM
BO3pacTe, OCOOEHHO NMPH HAJMYMK KOCTHBIX aHOMaJIHH.
Hannuue BopoHKoOGpa3HOM JiedopMaliiy rpyAHON KJIeT-
KU JI0/DKHO ObLJIO NIPYBJIeYb BHUMaHKe NeJUaTpPOB, a B T0-
cJlefiyroleM TeparneBTOB IPU MeJUIIMHCKUX OCMOTpAX.

Wmeronpecs TpyAHOCTH B IMarHOCTHKE OObSICHAIOTCS
OTCYTCTBUEM BCeX TUIUYHBIX PeHOTUNNIECKHX MTPOsIBJIe-
Huii CM (cM. Tabs).

Puck sieTasibHOrO MCX0/a NPY UMEIOLeMCs NAaTOJI0TH-
YeCKOM COCTOSTHUM 110 MPUYHHE Pa3pbiBa aHEBPHU3MBbI A0p-
Tbl cocTaBysieT 90%, yero yziaaoch U36exaTh, yCTAHOBUB
JIMarHos 1 MpuberHyB K XUpypruiecKkoMy BMellaTe/lbCTBY.

[Ipy KoMIJIEKCHOM 06C/1eI0BaHNY, HAllPaB/JIeHHOM Ha
nouck xapaktepHbix ajs1i CM u HHCT usmeHeHUH, BbISIB-
JIeHbI POJICTBEHHUKH [IEPBOU JIMHUM C LieJIbI0 PaHHeH Jua-
THOCTHKH U KOPPEKLMH BO3MOXKHBIX aHOMAJTUH.
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nosaHAA ANATHOCTUKA CUHAPOMA
MAP®AHA B NPAKTUKE PEBMATOJIOTA.
KTMHUYECKUIA CNYYAN

MaTtuyaHos C.X., xypaesa 3.P,, 3uaesa ®.K,,
bazapbaesa AT, Tonnnos V.Y.

OnucaHHbLil KAUHUYecKull cay4all 3acayxcusaem eHUMaA-
HUS1 U3-3a no30Hell duazHocmuku cuHopoma Mapgara. cuH-
dpoma MapgaHa svisig155emcs 8 demckom uau nodpocmko-
80M 803pacme, 0CO6EHHO NPU HAAUYUU KOCMHBIX AHOMAULL
Hanuvue eopoHkoo6pasHoll degpopmayuu 2pydHoll kaemku
JO/DICHO 6bLI0 Npus/Ieyb BHUMAHUe neduampos, a 8 noce-
dyroujem mepanesmos npu MeouyUHCKUX OCMOMPAX.

Kniouesvle cno8a: HacnedcmeeHHble HapywleHusl coe-
OUHUMEILHOU MKaHU, UCN.1A3Usl COe0UHUME/IbLHOU MKAHU,
Henpasu/ibHblil pocm 3y608, Auyesvle duamMopgul, CUHOPOM
Mapdgana.
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