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AHHOTAIUA

Benenne. BpoxieHHBIC KOJUTAreHO3bI MPEICTABISIOT COOOU rpyniTy 3a00JICBAHUIL, XapaKTEPUIYIOIMXCS CX 0KIMU
(bYHKIMOHATEHO -MOP(QOJIOTMYECKIMHU HACJICICTBEHHBIME H3MCHCHHSMH B COCIMHHUTENBHON TKaHH, B OCHOBHOM B
KOJIJIareHCoep KalIuX BoJIokHaX. OMHIM M3 CaMbIX MU3BECTHBIX 3a00JieBaHMI NaHHOU rpynmsl sBiusercs CHHAPOM
Mapdana (CM). B ciyuasx ¢ TSHKENBIMHA M TPYJHO AMATHOCTUPYEMBIMU (popMaMu TIOpakKeHUsI CepeUHO -COCYACTOH
cucteMbl (CCC) 3HaUHWTENBbHO YBEIUYMBACTCS PUCK JIETAJbHOTO HCXOJa M WHBaduAu3auuu namueHta. Llean
HccJie10BAH IS — IPUBJICYb BHUMAaHHE 1eIUATPOB, CEMEHHBIX Bpayeil, FeHETHKOB 1 IETCKUX KaPIUOJIOrOB K BO3MOKHBIM
CePICUYHO-COCY AMCTHIM OCIIOKHEHHSIM NP cuHapoMe Mapdana. MaTepuan u metoabl. boutu coopansl qaHHbie 32 2014
u 2024 rozibl U3 peecTpa pecnyOIMKaHCKOr0 MEIMKO-TeHETUIecKoro eHTpa. Pesyabrarsel. [lo nanueiM 2014 roga B
peecTpe pecrmyONHKaHCKOTO MEIUKO-TeHETHUECKOTO IIeHTpa Ha JUCMAHCEPHOM ydeTe HaXOJWIHMCh 15 meteit ¢
cuagpomoM Mapdana. B maru cinyuasx (30%) Obu1a fuarHocTHpoBaHa aHeBpU3Ma aopThl. [JlaHHble 3a 2024 rox: Ha
JUCIIAHCEPHOM yueTe HaXoaTcs 4 manueHTa: 3 Majab4uka U 1 geBodka. Y IBOMX JleTel BBIABIEH BPOJKICHHBIN IOPOK
ceplla 1 HeIOCTATOYHOCTh a0PTATBHOTO KI1allaHa, y OJJHOTO U3 HUX (OTel ¢ OATBEPKICHHBIM CHHApOMOoM Mapdana)
— pacumpeHue cuHyca BanbscanbBbl M HEJOCTATOYHOCTh MUTPAITBHOTO KilanaHa. BeIBOABI. pe3yIbTaThl HCCIIEI0BAHUIA
HOJTBEP>KJAI0T YTO y MALMEHTOB ¢ KOJUIareHo3aMu, B 4aCTHOCTH CM, BCTpeUaloTCs 4acThle OCIOKHEHHS CO CTOPOHBI
CePIIEeYHO-COCY IUCTBIX TMATOJOTHHA, KOTOPbIE Bpayd Pa3iHYHBIX KaTErOPHH MOTYT JHATHOCTUPOBATh Ha OCHOBE
HHCTPYMEHTAJIBHBIX METOAOB.

Knarwuessle ciioBa: BposxeHHbBIEe KOJUIAreHO3bI, CHHIPpoM Mapdana, aHeBpH3Ma a0PThI, HEJI0CTATOYHOCTh MUTPAJIBHOTO
KJIamnaHa, IeTH, COSJUHNTEIbHAS TKaHb.
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Annotation

Introduction. Congenital collagenoses are a group of diseases characterized by similar functional and morphological
changes in connective tissue, mainly in collagen-containing fibers. One of the most well-known diseases of this group is
Marfan Syndrome (MS). In cases with severe and difficult-to-diagnose forms of damage to the cardiovascular system
(CVS), the risk of death and disability increases significantly. The aim of the study is to draw the attention of
pediatricians, family doctors, geneticistsand pediatric cardiologists to possible cardiovascular complicationsin Marfan
syndrome. Material and methods. Data for 2014 and 2024 were collected from the registry of the Republican Medical
and Genetic Center. Research results. According to 2014 data, 15 children with Marfan syndrome were registered in the
registry of the republican Medical and genetic center. In five cases (30%), an aortic aneurysm was diagnosed. Data for
2024: 4 patients are registered at the dispensary: 3 boysand 1 girl. Two childrenwere diagnosed with congenital heart
disease and aortic valve insufficiency, one of them (the father with confirmed Marfan syndrome) had Valsalva sinus
dilation and mitral valve insufficiency. Conclusions. the research results confirm that patients with collagenoses, in
particular MS, have frequent complications from cardiovascular pathologies, which doctors of various categories can
diagnose based on instrumental methods.

Keywords: Congenital collagenoses, Marfan syndrome, aortic aneurysm, mitral valve insufficiency, children, connective
tissue.

BBEJAEHUE
Bpoxnennsie KOJIJIar€HO3bI MPEACTABISIOT co0oif rpyIILy 3a00NIeBaHUH,
XapaKTePU3YIOIIUXCS  CXOKUMH  (YHKIIHOHATHHO-MOP(OJIOTHUESCKIMH  HACJICICTBEHHBIMU
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W3MEHEHUSIMHU B COEIMHUTEIbHON TKaHHU, B OCHOBHOM B KOJIJIar€HCOAEpKAIIMX BOJIOKHaX. OJHUM U3
CaMbIX HW3BECTHBIX 3a0oJjeBaHWN maHHOW rpynmnsl sBiusercs Cunapom Mapdana (CM). Oto
ayTOCOMHO-IOMHUHAHTHOE 3a00JIeBaHUE, XApPAKTEPU3YIOIIEECs MOJMOPTaHHBIMH HApYIICHUSMU,
BbI3BAaHHBIMH HM3MEHEHUSMU B Oenke QuOpuiinHe-1, KOTOPHIA KOJIUPYET HOPMalIbHOE pa3BUTHE
coequauTenbHod Tkanu [1]. Yacrtora BcTpewaemocTu coctapiser 15:1000000. Knuauueckue
MIPOSIBJIEHUSI MOTYT BapbHUPOBATHCS 110 CTENEHU BBIPAXKEHHOCTH, U JUIsl OKOHYATENbHOM TMarHOCTUKI
MOXET MmoTpeboBaThcss HECKONBKO JieT [2]. HecMoTpst Ha TO, YTO CHHIPOM OBLT BIEPBBIE ONMUCAH
okojo 130 meT Haszam, OH OCTAaeTCs aKTyalbHOW M CIIOKHOM MEIUIIMHCKON mpobiemoit [3].
Bepudukanus quaraosa npooautcs mo I'earckum kputepusm 2010 roga. Jmarao3 craBuiics npu
Hamuuuu 1 U3 5 OCHOBHBIX CHUMIITOMOB: BBIBUX XPYCTAJIMKOB, AepopMaius TPYIHOM KIETKH,
KH(OCKOINO03, apaxHOAAKTIINSA, aHEBpHU3Ma aopThl. Takke NPUCYTCTBYIOT JOMOJIHUTEIbHBIC
CHUMIITOMBI: BBICOKHI POCT, THIIEPMOOHILHOCTh CYyCTaBOB, IiockocTonue u ap. [4]. Kinuudeckue
MIPOSIBIICHUST — 3TO OIpeAesione (pakTopsl sl HApaBICHUs peOeHKa B MEIUKO-TeHETUYESCKUN
uentp. Koutpons 3a cocrossnuem CCC sBhsieTCsi OCHOBHBIM B NMPOUIAKTUKE WHBATUAU3AIUN U
JIETAJIBHOTO UCXO/a MallMeHTa.

e nccnenoBaHus — NpUBI€Yb BHUMaHUE NEAUATPOB, CEMEMHBIX Bpaueld, FTEHETUKOB U
JNETCKUX KapAUOJIOrOB K BO3MOKHBIM CEpACUHO-COCYIUCTBIM OCJIO)KHEHHUSIM IPU CHUHAPOME
Mapana.

MATEPHUAJI U METOJbI

boun coOpanbl nanuble 3a 2014 u 2024 roapl U3 peecTpa pecryOIMKAHCKOTO MEIUKO-
TeHETHYECKOro IeHTpa. AHAJIU3 MPOBOIUIICS HA OCHOBE KIIMHMYECKUX HAOIIOCHUI U Pe3yIbTaTOB
axokapauorpaduu ¢ npomruieporpadueit ([IrxoKI'). /IuarHocTrka CHHIpPOMa OCHOBBIBANIACH HA
COCTaBJICHUU POJOCIOBHBIX, OLIEHKE MOpPoPeHOTHUNa M H3yuYeHUU (PU3UUECKOT0O U HEPBHO-
MICUXUYECKOTO pa3BUTHs neTeil. CocTosiHMe cepAeyHO-COCYTUCTHIX 3a00JIeBaHUI OIIEHMBAJIOCH C
WCIIOJIb30BAHUEM HMHCTPYMEHTANIbHBIX METOJOB, BKIIOYas PEHTreHOrpaduio TPYTHOM KIIETKH,
sxokapauorpaduro, 13xoKI', 1 MoHUTOpUpOBaHHE 11O XONTEPY.

PE3YJIBTATHI UCCJIEJJOBAHUM

ITo manubmM 2014 roga B peectpe pecnyOIMKaHCKOTO MEIMKO-TEHETUYECKOro IEeHTpa Ha
JTMICTIAHCEPHOM ydeTe Haxomuiuch 15 nereit ¢ curapomom Mapdana. B nByx ciydasx Obbia
BbIsSIBJIEHA ceMeiiHas popma: 1Be cecTpsbl (13 u 14 net) u Tpoe aereii u3 ogHON ceMbH (ABa MaJbUHKa
u eBouka). B maru ciydasx (30%) Oblia fuarHocTUpOBaHA AaHEBPU3MA A0PTHI; OJTUH MOAPOCTOK (17
JIET) CKOHYAJICS OT pas3pbiBa aHEBpPH3MBL Tpém aeTsM B Bo3pacte A0 14 ner ObUia mpoBeneHa
KapAHOXUpYypruveckas omnepanusi no merony JleBuma, ¢ coxpaHeHHEM COOCTBEHHBIX KJIAllaHOB
cepana. [lo ganabmv OxoKI™ TonmmHa MruoOKapaa U pa3Mepsl MOJOCTEN cepia He npeBbiiam -2,0
+ 2,0 mo Z Score. Y nByx (13%) mereii ObUT BU3yaIM3UPOBAH MPOJIANIC MUTPAIBHOTO KilanaHa 1 -2
CTENEHU C MPU3HAKaMU MUKCOMAaTO3HOM JiereHepaluu CTBOpoK. Y yeTsipex (27%) neteit pazmepbl
cuHyca BanbcanbBel M BOCXOJMIIEH YacTH TPYAHOIO OTJE€]a aOpThl HAXOAMWJIUCh Ha BEPXHUX
rpaHuIax KOHTposIbHOro AnamnasoHa (0 +2 no Z Score).CoOctBenHble HaOmoaeHus: [Tanuent L. 17
JIeT, TIOCTYNHWJI B COMAaTHYeCKOoe OT/AeNieHre EBNaTopuiickor MEeTCKOW KIMHUYECKOW OOJBHUIIBI B
2014 ronmy c xanmobaMu Ha KTy4dyro O0ib 3a rpyAuHOW. JIJisi BRIACHEHUS MPUYMHBI KapAWaITuu
ucrnonb3oBanack ynbrpazpykosas cucrema ULTRASOUND ACUSON "ASPEN" u GE Vivid E9:
npu JIOxoKI' Obuto 0OHapyKe€HO aHEBPU3MATHYECKOE pAaCIIMpeHHe CUHyca BanbcanbBbl H
BOCXOJAIIEH YacTH IPyAHOTO OTJeNia a0pThl C MpU3HAKaMH JucceKuu. [larueHT Obl1 SKCTpEeHHO
Hanpasien B HUM cepaeuno-cocyaucroit xupypruun umenu H.A. AmocoBa, rae emy Obuia
BBINOJIHEHA oTlepalus o Metoy benTanna (3aMmeHa aopTanbHOTO KJIalaHa U peKOHCTPYKIIMS a0PThI
¢ umIanTanuei nporesa). Karamues cocrasun 10 ner. Ilporecc auccekimu aopThl MPoa0HKal
Pa3BUBATHCS, YTO IPUBEIIO K TOATAITHOMY MIPOTE3UPOBAHUIO A0PTHI B TPYTHOM U OPIOIITHOM OTJIENax
(B 2016, 2018 um 2020 romax). B Hacrosimee Bpemsi COCTOSIHUE MallMeHTa CTAaOMIIBHOE U
yIOBJIETBOPUTENFHOE; OH COCTOUT Ha y4eTe y B3POCIOro Kapuosora.
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Jlannble 3a 2024 roa: Ha AMCHAHCEPHOM yueTe Haxonarcs 4 maunueHTa: 3 mainpuuka u |
JIEBOYKA. Y JBOMX JETEH BBIABIECH BPOXKJICHHBIA IOPOK CEpAlla U HEAOCTATOYHOCTH A0OPTAIBHOIO
KJIallaHa, y OJJHOTO M3 HUX (0Tell C MOATBEPKIACHHBIM cCHHApOMOM MapdaHa) — pacimpeHue CuHyca
BanbcanbBbl M HEIOCTATOYHOCTh MUTpajbHOrO KianaHa. CemeliHas gopma Habm0gaeTcst y ABYX
JIeTeH OT pa3HbBIX OTIIOB (MamMa — TeTEPO3UTOTHBIN HOCUTEIND). 3aKITIOUUTENbHBINA IUarHO3 CaMOMY
CTapiieMy U3 TPYyMIbl ObLT MMOCTABICH CITCTs 6 JeT mocie oopamenus: B 2015 roxy, mpu okazaHun
CHEIMaTU3UPOBAHHON MEAUIIMHCKON moMomu B PecrnyOmMKaHCKON JETCKON KIMHUYECKOM
OonpHUIE, ObUT ycCTaHOBJIECH HeAu(EpEeHIIMPOBAHHBIA CHUHIPOM UCIUIA3UU COCAMHHUTEIHLHON
TKaHU.

[TarimenT ObLT HampaBieH B MOCKOBCKHI HAITMOHATBHBIA MEIUITMHCKU NCCIIEIOBATEIIbCKUIA
LEHTp 3710poBbs feTeid. CormacHo JaHHBIM dXOoKapauorpaduu, y Hero ObUT BBISBICH BPOKICHHBIN
MOPOK Cep/lia, aopTalabHas HEIOCTATOYHOCTh 3-4 cTeneHu Ha (POHE ABYXCTBOPUATOTO a0pPTaIBHOIO
kinanana. OH ObUT HAMpaBlIeH Ha MUIAHOBYIO XHUPYPTHUECKYIO OMEPALHIO MO YHIOMPOTE3UPOBAHUIO
A0OpTaNBHOTO KJIallaHa MEXaHWYEeCKUM MpoTe3oM Mbaaunxk Ne23 cyOkopoHapHo B HanmoHanbHBIHA
MEIUIIMHCKUN NCCIIEIOBATEILCKUM LIEHTP CEpACUHO-cocyaucToi xupypruu umenu A. H. bakynesa.
3aKIIIOYUTENbHBINA TUarHo3 — cuHapoM Mapdana — Obu1 ycranosneH B 2021 roay. Ilocnennue
pe3ynbTathl 3xokapauorpadpuu Ha 2021 roa nokasanu, 4To MEXaHUYECKUM TPOTE3 PYHKIUOHUPYET
HOPMAaJbHO.

OBCYXJIEHHUE

Pesynbrarel McclieoBaHUWM TMOATBEPXKAAIOT, YTO Yy TMAIMEHTOB C BPOXKJACHHBIMHU
KOJIIareHo3aMu, B 4acTHOCTH CM, OCJHOKHEHHUs CO CTOPOHBI cepAua SBISIOTCS OCHOBHbIMH. C
MOMOINIbI0 MHCTPYMEHTAIBHBIX METOJOB Bpauu Pa3IMYHBIX KAaTETOpUM MOTYT AMArHOCTUPOBATH:
MUTPAJIIBHYIO U a0PTaJbHYIO HEIOCTATOYHOCTbh, IPOJIAIC KJIANaHOB, pACIIMPEHUE KOPHS aOpThHI B
obmactu cHHYCOB BabcallbBhI, a Takke Apyrue HapymeHus. [Ipu cBoeBpeMEHHO HaYaTOM JICUCHUH
Y KOHTpOJIE HaJl COCTOSHUEM Cepjlla, KOPOHAPHBIX apTepUil M aOpThI, CHEIUATHCTHI 00Iadar0T
JIOCTOBEPHBIMU JTaHHBIMU JJI1 HANpPaBJICHUS TMAIMEHTOB HA TUIAHOBYIO KapJIHOXHPYPTHUYECKYIO
koppeknuio [5,6]. B Hamem cinydae TpeM TamMeHTaM ObUla MPOBEACHA  IJIAHOBAs
opraHocoxpasstomas onepanus 1no I3suay B Bo3pacte 13-14 sieT 1 0Ha SKCTpEeHHAas onepanus rmno
Meroany benramna nauuenty 17 ner.

BbBIBO/1bI

1. OnpenenstommMu IIsl HaMpaBIeHUs! peOCHKA B METUKO-TEHETUICCKUN IICHTP SBISIFOTCS
BBISIBJICHHbIE KIMHUYECKHE KPUTEpPUU CUHApoMa MapdaHa B cepAeuyHO-COCYIUCTOM M KOCTHO-
MBILIEYHON CHCTEMAX.

2. JIns MEeOUIMHCKHX CIEHHAIUCTOB Y4YeT TeHETHYECKUX OCOOEHHOCTEHl MalleHTOB
MTO3BOJISICT OTPEICIUTh TAKTUKY JUCTIAHCEPHOTO HaOmroAeHus u edeHus. JJuaamudeckas [19xoKI
Ta€T BO3MOXHOCTh CBOEBPEMEHHO BBIIBUTH OCIOKHEHHOE TeueHue cuHapoma Mapdana ams
MPOBEACHUS KapIMOXUPYPIUUECKON KOPPEKIIUH.

3. CBoeBpeMeHHasi JUArHOCTHKAa CHUHApoMa MapdaHa MO3BONSET POJUTENSIM MOIYyUUTh
WHGPOPMAITUIO O TIPOTHO3€ KM3HU CBOEro pPeOCHKA, MPUHATH OOOCHOBAHHOE pEIICHHE B ILJIAHE
BOCIIUTAHUS U BBIOOpA CIIOPTHUBHBIX HATPY30K, a TAKKE TOCTOBEPHO MOHUMATh TeHETHUECKUI PUCK
MIPH TJIAHUPOBAHUH TIOCIIETYIONTHX OEPEMEHHOCTEH.
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AHHOTAIIMA

Beenenmne. B cratbe paccmotrpeH ciyudait cunnpoma Kazabaxa-Mepputra y pebeHka rpyaHoro nepuoja. Penkas
MaTOJIOTHS, KOTOpasi AeOI0THPYET B TPYITHOM BO3PACTE, HO 3a9aCTYI0 3TOT CHHAPOM BBI3BIBACT 3aTPYTHEHHS CPEIH Bpadeit
BBU/IY OTCYyTCTBHUSI HACTOPOXXEHHOCTH 1 HU3KOH YacCTOTHI BCTPEYAEMOCTH B MOMYJALMH. B HacToAmMit MOMEHT HET
SIIMHBIX MTOAXOI0B B INaTHOCTHUKE U JICYCHHH, YTO 3aTPYIHSICT CBOCBPEMEHHOCTD ITOCTAHOBKH JHATrHO3a M €TO MIPOTHO3.
Lesb nceaeroBanus — U3y4UTh OCOOCHHOCTH KIMHUKU M TedeHus cunapoma Kazabaxa-Meppurray geteil rpyaHoro
nepuona. Marepnaja u Metoabl. [IpoBeneH peTPOCHEKTUBHBIA aHAIM3 MEIUIMHCKUX JOKYMEHTOB MAlMCHTKU C
nocieayomuM HaOmonenneM. Kondimkr mHTEpecoB orcyTcTByeT. Pedyabrarel. KimHu4Yeckoe TedyeHne cHHIpoMa
Kazabaxa-Meppurra y peGeHKa IpyAHOTO BO3pacTa JeOITHPOBAJO C KIMHUKA OpOHXOOOCTPYKTMBHOIO CHHAPOMA,
HECMOTPS, Ha criennuyecKie reMaToIoTHYecKie N3MEeHEHHS OH He ObUI paclieHeH KaK eIuHbIi cuHIpoM. Pemaromnm
3HAYCHUEM ITOCIIYXXHIIO IPOBECHIE KOMITBIOTE PHOH TOMOT padhHu, 110 pe3ylIbTaTaM KOTOPOif ObUIO BEIIBICHO COCYANCTOS
oOpa3oBaHue cpefocTeHus U men. BeiBoabl. IlepBoHauanbHas [UarHoCTHKA CHHAPOMa BechbMa CIIOKHA 0€3 BHEIIIHUX
P OSIBJICHUH, 2 TeMAaTOJIOTHUECKHE P OSIBICHNUS HE CBS3BIBAIOT C COCYAUCTHIM 00pa30BaHMUEM, M PACCMATPHBAIOT X KaK
CaMOCTOSITENIbHEIE 3a0oNeBaHus. B HacTosAImMii MOMEHT €CTh TPYAHOCTH B JICUEHHH, MOCKONBKY HET €IHHBIX
KIMHAYECKUX PEKOMEHIAIMH, U 3a4acTyl0 IOIXON B JICUEHUH SBIAETCSA NEPCOHAM3UPOBAHHBIM, YTO 3aTpPyRHSET
00BEKTHBHOE TIOHMMAHHE HA MEPBOHAYAIBHBIX dTalaxX JEUCHHS, U MOXKET NPHUBOAUTH K Pa3BUTHIO OCJIOKHEHHH.
Karwouessble ciioBa: netu, cunapoma Kazabaxa-Meppurra, reMaHruoma.

FEATURES OF THE COURSE OF KAZABAKH-MERRITT SYNDROME IN A CHILD OF
THE INFANT PERIOD
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Abstract

Introduction. The article considers a case of Kasabach-Merritt syndrome in an infant. A rare pathology that debuts in
infancy, but this syndrome often causes difficulties among doctors due to the lack of alertness and low frequency of
occurrence in the population. At present, there are no uniform approaches to diagnosis and treatment, which complicates
the timeliness of diagnosis and its prognosis. The aim of the study was to study the clinical features and course of
Kasabach-Merritt syndrome in infants. Material and methods. A retrospective analysis of the patient's medical records
with subsequent observation was carried out. Thereis no conflict of interest. Results. The clinical course of Kasabach-
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