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KIIMHUYECKUI CIIYYAH MAIITMEHTA C CUHJIPOMOM MAP®AHA

Ypakos 1. T., Puzaesa M.2X.,

Byxapckuii TocymapCTBEHHbI MEIUIIMHCKUIA UHCTUTYT.
PecnyOnvMKaHCKUI HAYyYHBIM LEHTP SKCTPEHHOU MeAWIIMHCKOW momonu, byxapckuili duamar.

v Pesiome,

Cunopom Mapgpana (CM) - 3aboaesanue ¢ aymocomMHo-00MUHAHMHBIM MUNOM HACACO06AHUSA, OMHOCUMCA K
epynne HacaedCmeeHHbIXx namoaozuti coedunumenvioi mxanu. Oxoao 75% caywaeé CM nocum cemeiinviii xapaxmep,
25% - mymauuu de novo. 3a6oaesanue o6ycaosaeno narunuem mymauuii zena FBNI1, pacnoaoxcennozo na daunnom
naeue 15 xpomocomuvr (15q21.1), kodupyrowezo ocnoenoii komnonenm muxpouépuan - uépusaun-1. Komnaexcot
Mukpoubpussa ¢ ssacmunom npedocmaesasirom coboil 3aacmuueckue 6orokuna. Jlepexkmom mukpodubpuan
cneyuaaucmol o6ssacHaom pasnoobpasuste npossaenus CM. Jlokasano, umo nosvimenue yposua TGF-B cnoco6cmeyem

CKAOHHOCMU CMEeHKU aopmbl K pAaccA0enuro.

Karuesvie caosa: Cundpom Mapana, apaxnodaxmuaus, aneepusma aopmol.

MARFAN SINDROMI BILAN OG‘RIGAN BEMORNING KLINIKAVIY ISHI

Urakov Sh.T., Rizaeva M.J.,

Buxoro davlat tibbiyot instituti.
Respublika shoshilinch tibbiy yordam ilmiy markazi, Buxoro filiali.

¥ Rezyume,

Marfan sindromi (CM) - otosomal dominant meros turiga ega bo‘lgan kasallik, irsiy biriktiruvchi to‘qima
patologiyalari guruhiga kiradi. SM holatlarining 75 foizi oilaviy, 25 foizi yangi mutatsiyalardir. Kasallik xromosoma
15 (15q21.1) ning uzun qo ‘lida joylashgan FBN1 genida mutatsiyalar mavjudligidan kelib chiqadi, bu mikrofibrillalarning
asosiy tarkibiy qismi - fibrillin-Ini kodlaydi. Mikrofibril va elastin komplekslari elastik tolalardir. Mutaxassislar SM
ning turli xil ko ‘rinishlarini mikrofibrillardagi nuqson deb tushuntirishmoqda. TGF-an darajasining oshishi aorta
devorining tabakalanish tendentsiyasiga yordam berishi isbotlangan.

Kalit sozlar: Marfan sindromi, araxnodaktiliya, aorta anevrizmasi.

CLINICAL CASE OF A PATIENT WITH MARFAN SYNDROME

Urakov Sh.T., Rizaeva M.Zh.,

Bukhara State Medical institute named,
Republican Scientific Center for Emergency Medicine, Bukhara branch.

v Resume,

Marfan syndrome (CM) - a disease with an autosomal dominant type of inheritance, belongs to the group of
hereditary pathologies of connective tissue. About 75% of CM cases are familial, 25% are de novo mutations. The
disease is caused by the presence of mutations of the FMR1 gene located on the long arm of chromosome 15 (15¢21.
1) encoding the main component of microfibrils - fibrillin-1. Complexes microfibrillar with elastin represent elastic
fibers. Experts explain the defect of microfibrils various manifestations of SM. It is proved that the increase in TGF-
B contributes to the tendency of the aortic wall to delamination.

Key words: Marfan Syndrome, arachnodactyly, aortic aneurysm.

nHapoMm Mapdana (CM) - 3aboneBaHre C ayTOCOM-

HO-JIOMWHAHTHBIM TUIIOM HacJeq0BaHUs, OTHOCUT-
csl K TPYIIe HAcleACTBEHHBIX IMaTOJOTUN COEIUHUTEIb-
Hoit TkaHu. Okojio 75% cinyuyaeB CM HOCUT CeMEMHBIN
xapakTep, 25% - myTtauuu de novo. 3aboseBaHue 00ycC-
JIoBIeHO HannuueM MmyTtanuii reHa FBN1, pacnosoxeH-
HOTO Ha JJIMHHOM ruieye 15 xpomocomsl (15g21.1), ko-
JTUAPYIOLIETO OCHOBHOU KOMIOHEHT MUKPOGUOpWII - pubd-
pwuH-1 [1; 2]. KoMmmuiekchl MUKpOopUOpHILIa C 5J1aCTH-
HOM TIPENCTABJISIOT COOOI 3jacThuyeckue BojokHa. [le-
bekToM MUKPODUOPWILT CHEUUATUCTBI OOBSICHSIIOT pas-
HooOpasHblie nposiBieHus: CM. JlokazaHO, 4TO TOBBILIE-
Hue ypoBHsT TGF-B crocoOCTByeT CKJIOHHOCTH CTEHKU
aopTHl K pacciioeHuio [3].

Ma’repna.ll H METOJbl

[MpencTaBaeHbl MaTepuaabl UCTOPUM OOJIE3HU Maly-
enta O., 48 ner, koTopas obpatuiack B Byxapckuit ¢u-

Jman PecryOGiIMKaHCKOTO LIEHTpa SKCTPEHHOU MEIUIIWH-
CKOI TOMOIIIU, C XajlobaMy CWIbHBIE pexyliue 001 3a
TPYIMHOM, yAylIbe, YYBCTBO HEXBATKM BO3MyXa, OMbIII-
Ky, auckoMdopT B obnactu cepana. M3 anamHesa 3a60-
JIeBaHUSI M3BECTHO, YTO CO CJIOB OOJIbHOI B TeueHUE
MHOTHUX JIET CTpanaia cuHApoMoM MapdaHa. Makcumaib-
HO apTepuasibHOEe naBjieHue noBbimasioch no 200/110
MM.pT.cT. B cenTs16pe 2018r Ha sxokapauorpaduu BbISIB-
JIeHO pacciauMBalollasi aHeBpU3Ma BOCXOJSIIENH 4YacTu
aopTthl. B HOs6pe 2018r mepeHecia ocTpoe HapylleHUe
Mo3roBoe KpoBooOpamenus (OHMK). bonbHylo mepuo-
IUYEeCKU OeCIOKOMJIM pexyliue 00Ju 3a TPYAUHOM, C
00e3001uMBalolIel 11esbl0 MpUHUMaa AukiodeHak. Jloma
MpUHUMAaJa JAUTOKCUH, TpoMmboacc, KOHKOP, HO HE pe-
ryasipHo. [locrenHee cranmonapHoe jgedeHue B PHIIDMII
B 20.11.2018r. 09.02.2019r 16:00 noMa cocTostHrEe 6OJTb-
HOM yXyIUIUJIOCh, OECITOKOWIN YyBCTBO HEXBATKU BO3IY-
Xa, cepaledueHue, yaylbe. B cBsI3u ¢ yeM OoJibHas IO
JIVHUU CKOPOW MEIUIIMHCKOM TTOMOIIIM IOCTaBJIeHA B MIPU-
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eMHbIil TTokoit Bbyxapckoro dwiunana Pecny6imkaHCcKOro
LIEHTpa 3KCTPEHHOM MEIUIIMHCKONW momouiu. M3-3a Ts-
KECTH COCTOSIHMSI OOJibHas 3aBelieHa B IIOK-3ayu. HauaTta
Tepanus KynupoBaHUs oTeka Jerkux. Ha 0630pHoOi peH-
TreHorpauu OpraHHOW TPYAHOM KJIETKM OTMEYasocCh
rpyaHas KJIeTKH nedopMHpoBaHa 3a CYET JIEBOCTOPOH-
HETO CKOJIMO03a TPYIHOTO OTHeNa MO3BOHOYHMKA, PACIIM-
peHMe TeHW COCYAMCTOro IydYKa BIPaBO M BHIOYXaHHE U
BBIOYXaHUe MPaBOW CTEHKU BOCXOMSILEH aOPThI, IBYXCTO-
pPOHHMI TMApOTOpaKe. Ha yIbTpa3ByKOBOM HMCCIeIOBAaHUN
B 00eux cuHycax cmpaBa mo 1 jurpa, ciaeBa mo 800 mi
XuAaKocT. Tloclie KymupoBaHUSI OTeKa JIETKUX U CTabu-
JIM3ald TeMOAMHAMUKY GOJIbHYIO TIepeBesd B Kapauo-
TeparneBTUUECKYI0 peaHUMAIIHIO.

Pe3yibTat u 00cyxaeHue

[Tpu ocmortpe: OO1ee coctosinue Tskenaoe. Co3Ha-
Hue sicHoe. Poct 1 M 80 cm, Bec 50 Kr, acTeHMYeCKOTO
TEJIOCTOXEHUSI, apaXHONAKTWINS KUCTel U cTom, Kudo-
ThYecKasi ocaHka. [TosoxkeHue MmojayopTornHoa. JbsixaHue
yuaiieHHoe. KoXHble MOKpPOBbI OJIeHbIE, Typrop KOXu
coxpaHeH. ToHKuUe, TJIMHHBIE BEpXHUE U HUXKHUE KOHEY-
HocTu (apaxHomakTuiusi). KocTHo-MbIllIeyHass cuctema
¢ nedopmarueit. OTMeyaeTcs CKOJIMO3 TPYAHBIX TTO3BOH-
koB. OTeKM B HUXKHUX KOHEUHOCTSIX. B jlerkux BbICTyIIN-
BatoTcsl Ha (OHEe OCJabJIeHHOro BE3UKYJISIPHOTO JbIXa-
HUS BJIQXHBIE U CYyXUe XYXOKalllue XpUTIbl, B HUDKHUX OT-
nejax JgpIxaHue He mpoBomutcs. JIbixaHue 28 B MUHYTY,
Al 110/70 mm.pt.cT. YCC 120 B MuH. [Tyasc 120 MuH.
CepneuHble TOHBI MPUTIYIIEHbI, pPUTMUYHbBIE, TaXUKap-
nvst. | ToH Ha Bepxyllke ocjiabiieH, BO BCeX TOYKaX BbIC-
JIYIIMBAETCSI CUCTOJIMYECKUH 1yM. B anmuractpanbHOi ya-
CTU OTMevasjach myJsbcanusi. KUBOT MSTKUiA, 6e3005e3-
HeHHbI#. [TeyeHb +2 cM. B pesysibTaTe nmpoBeneHHOTO Mc-
cJiemoBaHUs ObLI BbIcTaBieH nuarHo3: OcHoBHOM: CUHI-
poM MapdaHa: BbIpaXXeHHOE TeUeHUEe, MPOTrpeccCupyro-
masi hopMa. AHEeBpHU3Ma BOCXOJsIIeil yactu aopthl. Pac-
cnauBaoliasi anespusma aoptel 1o Jdebeiiku I Tumn. Oc-
JloxkHeHue: Pa3pblB aHeBpU3Mbl aopThl. [ UIoBojeMuyec-
kuit mok. [MocrtreMopparnyeckass aHeMusi. JIByXCTOpOH-
Huit ruaporopakce. ConyrcTBytowumii: I[Tocneacreue nepe-
HeceHHoro OHMK 2018r, Hosi6pb. Ckonmmo3. Muonusi.

OAK: remornooun 98, 4 r/n, spurpouutsl 3,4 x 1012
/71, NeWKOIUTHI 5,6 X Dnekrpokapauorpadust: PutMm cu-
HycoBbI#, peryisipHbiii, ¢ YCC 100 B MUHYTY, 3JEKTpU-
yeckasi och cepaiia B Hopme. CuHycoBast Taxukapnusi. buo-
xumust: rmokosa 10,4 mmonb/n, MoueBuHa 10,3 Mob/JI.

B nuHamuKe: reMorioouH 88 T/, 3pUTpOLMTH 2,67 X
1012 /n, neiikouutst 10,2 x 109 /1, COD 12 mm/u. buoxu-
Must: rmokosa 11,6 Mmonb/a, MoyeBuHa 12,1 Mmonb/i1. B
HacTosIlee BpeMsl OTMEYaeTCsl POCT HACJIEACTBEHHBIX U
BPOXJIEHHBIX 3a00JIeBaHUI COCNMHUTENBLHON TKAHU BO
BceM mupe [5]. brarogapsi coBepiiieHCTBOBAHUIO MEINKO-
TEHETUYECKUX 3HAHWI Mbl MOXEM paclio3HaBaTh Ha paH-
HUX 3Tanax HacJeJACTBEHHYI0 U3MEHUMBOCTb, BEAYIIYIO K
BapualMsM HOPMaJbHBIX NMPU3HAKOB JIMOO K Hacien-
CTBEHHBIM 0O0JIE3HSIM, B TOM 4uCJie U cUHApomMa Mapda-
Ha. B cTaTthe mpencraBieH KIMHUYECKHUIA Cilydaii mporpec-
cupymouieir hopMbl cuHapoMa Mapdana. CM Bcerna BbI-
3bIBaJI MHTEPEC KapAMOJIOTOB, T.K. NMPOTHO3 3a00JieBaHUsI
MOJIHOCTBIO OTpEAeJISIeTCS] CTeNEeHbI0 UBMEHEHUS cepley-
HO-COCYIMCTOM cucTeMbl. PaHee BbISIBJIEHME JAaHHOTO 3a-
0oJieBaHUSI, COBPEMEHHBIE METOAbl AUArHOCTUKU U CBO-
eBpEeMEHHbIE MMPOBEJEHHbIE METOMbl JUAarHOCTUKU U CBO-
€BPEMEHHO TPOBEIEHHOE XMPYPTrUYecKoe JieueHue, BO3-
MOXHO, TO3BOJIWJIM Obl YBEJIWUYUTH MPOJOJIKUTEIHLHOCTD

N

KU3HD Halrero nmamueHta. CM TMarHOCTMPOBAIM Y Mallv-
€HTa B TOIPOCTKOBOM BO3pacTe, OHAa HaXOAWJach TOJ
MOCTOSTHHBIM HaOJIOJeHUEM TeauaTpa, Kapauoyora JaeT-
CKOI1, a 3aTeM W B3pOCJION TMOJUKIMHUKE. 3abojieBaHHe
nauMeHTa IporpeccupoBaio, B Bo3pacre 30 jet. OT ore-
paTUBHOTO JIeYeHUs GOJibHAsl OTKa3ajach B CBS3U C Ma-
TepUaTbHBIMK TPyIHOCTIMU. CBOEBPEMEHHO MPOBEACH-
HbIe XUPYpTUYECKUEe BMEIATeIbCTBA TO3BOJUIN GBI TTPO-
JUTMTD XU3Hb MAllMEHTKU U YIYUIIUTh €€ KauecTBO. bojb-
Hasl HaXOAWJIach TOJ MOCTOSTHHBIM KOHTPOJIEM Kapauo-
Jora. Takoifi MOHUTOPUHT OOYCJIOBJIIEH BEPOSTHOCTHIO
MporpeccupoBaHus 3aboneBaHus. Yepes roj 3abojieBaHUe
HavyaJio TPOrpeccupoBaTh, OT Yero MalMeHTKa IMOCTyma-
eT K HaM B (puyiMan ¢ IMarHo30M C pa3pbIBOM pacciau-
Balolle il aHEBPU3MOM a0PThI BOCXOISIIEH YacThio. CMepTh
HacTymuiia Jyepe3 22 vaca mocjie moctyrieHus. Tpym me-
pelaiM Ha TaToJIoroaHaTOMUYecKoe BCKpbITHe. Ilatamo-
roaHaTOMUYECKUI OuarHo3: ocHoBHOW: CuHApoMm Map-
dana: PacciaumBaroniasi aHeBpU3Ma aopThl (Hayallo BOC-
XOJISIIEH YacTh) B TPYAHOM OTHENe C OBYMSI TOTepeu-
HBIM HaapbIBoM (pa3mepsbl 0.4x 0,6 cM). OclioskHEHUE 0C-
HOBHOTO 3a0ojieBaHMs: KpoBousiusiHue B JIEBYIO U TIpa-
BYIO TJIEBPAJbHYIO TOJIOCTh C Pa3BUTHEM MAacCCUBHOTO
remoTtopakca (2200 mi); octpasi mocTreMopparnyeckasi
aHeMMsi; OCTpoe oOllee MaJOKpoBHe. XpOHHMUYECKas 3ac-
TOMHasl cepeyHast HeJOCTaTOYHOCTh. YaCTUYHBIN aTeleK-
ta3 jerkux. ConyrcTBytomnii: MyckaTHas meyeHb. O6pa-
30BaHUeE CpallleHU MeXIy KarcyJloi MeyeHr U OKpyxKa-
IOIIMMU €€ OpTaHaMH, OYaroBO€ YTOJIIEHUWE KarlCyJbl,
pa3pacTaHie COCIUHUTEIbHOM TKaHU C MPOIYKTUBHBIM
BOCTIaJieHUEM Karcyibl. IlocieacTBue TMmepeHeCeHHOro
OHMK 2018r, HOsIOpb. (IO TaHHBIM KIMHUKHU).

BriBog,

BeneHue OOJbHBIX ¢ cuHApoMOoM MapdaHa TpedyeT
KOMILIEKCHOTO ¥ MYJIbTUINCIUITIMHAPHOTO IToaxoaa. PaH-
HsIsSI TUAaTHOCTHKA M CBOEBPEMEHHasl TepaIusi COCYIUC-
TBIX OCJIOXKHEHUU SIBJISIETCSI YPEe3BBIYAlfHO BaxKHBIM IIPO-
LIECCOM ¥ ONpeAeIsieT IPOTHO3 XXU3HU ITallUeHTOB.
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