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MarikoBa VpuHa AMnTpreBHa, K.M.H., 3aMeCTUTENb MaBHOro Bpaya no MeanuUnHCKOM YacTu

Pesiome

AKTYyanbHOCTb. HacneAcTBeHHble HapylleHyA coeanHuTensHol TkaHu (HHCT) — reTeporeHHas rpynna 3abonesaHuni, 06y-
CJIOBNEHHBIX MyTaLMAMU reHOB 6eKOB BHEKNIETOUHOrO MaTPYKCa Uy reHOB OeNKOB, y4acTBYOLVX B MOPdOreHe3e CoeiMHu-
TeNbHOM TKaHW. MyTaLmm 3TUX reHOB NPUBOAAT K pa3suTuio MHorux HHCT. Hanbonee u3BecTHble 13 MOHOTEHHbBIX BAPUAHTOB
HHCT — cuHapom MapdaHa, cuHapom Snepca-[aHno, HecoBepLeHHbI ocTeoreHes 1 Ap. Hacneayiotca 3Tn 3aboneBaHus,
B8 OCHOBHOM, N0 ay TOCOMHO-A0MVHAHTHOMY U/ ay TOCOMHO-PeLeccuBHOMY TvMy. XoTa npusHakm HHCT BbIABAAIOTCA yaKe Ha
NepBOM rOALYy »KM3HN, HA MOCTAHOBKY AMArHO3a YXOAWT HECKONBKO 1ET M3-3a OTCYTCTBHA UYETKIX METOAOMOMMYECKMX NOAXOA0B
K AMarHoCTVKe AMCNNA3nM COeAMHNTENBHON TKaHM KaK Y NeAMATPOB, TaK U Y «y3KMX» CNeLManicTos. B cBA3W ¢ MynsTUMOp-
OMIHOCTBIO MOPaXKeHUA OPraHoB 1 CUCTeM 3aboneBaHyie MOXeT MaHGeCTYPOBATb MO MACKOM raCTPO3HTEPONOTrNYECKX,
Kapavonornyeckmx, Hehpponornyeckmx 1 pecnupaTopHbIx 3a60neBaHuil.

Llenbto nccnenoBaHma ABMNACh AEMOHCTPALMA KIMHYECKOTo Cydas CYHAPOMA dnepca-[laHno ¢ nonvyopraHHbiM nopaxe-
HUeM, MaHUUCTUPYIOLLMM B BIE MHOXECTBEHHbIX NOPAXKEHWI NULLEBAPUTENBHOMO TPAKTA, CEP/ALIA, MOUEK 1 IPYT X OPraHoB.

Matepuan n metoabl: [peacTaBneHa nctopusa 6onesHn Manbyuka 15 neT ¢ CUHAPOMOM dnepca-flaHo, KNaccriecKni Tvn.

06c¢cyxpeHue. [lebeKTHbI KonnareH yBennumni pacTaAXMMOCTb COBANHNUTENbHOM TKaHK, UTO OTPa3UIoCh Ha GYHKLMOHM-
POBAHUW MHOTUX OPraHOB 1 CUCTEM: KeNy[OUHO-KMLLIEYHOrO TPaKTa W XKenueBbiBOAALLMX MyTel, ONOPHO-ABUraTeNIbHOrO
annaparta, MOYeBbIBOAALLEN, CepeYHO-COCYANCTON crcTem. Manble aHOManuy passuTvA NprBenn K GyHKUMOHANbHBIM
(MOTOPHbIM) HapyLLIEHUAM, KOTOpPbIe, B CBOIO OUYepefb, CNOCOOCTBOBANM Pa3BUTMIO OPraHYECKON NaTonorum (3pO3nBHbIA
pednoke330harnT, ractpoayoneHnT, KKB, NpoKTOCMrMOMaNT, XpOHUUYECKIIA NEeNOHeGPUT, XPOHUYECKIIA CUHYCUT), XapaKTe-
PY3yIOLLECA XPOHUYECKIM TeYEHWEM. YUUTbIBAA NOAMOPraHHOCTb MOPAXKEHWA, NPOrpeaneHTHOE TedeH e KOCTHO-CYCTaBHbIX
V3MEHEHUI, PaHHIOK VHBANMAM3ALMIO, MOXXHO FOBOPWTH O CEPbe3HOM NPOrHo3e ANA 340POBbA JaHHOrO pebeHka. BaxeH
MYyNbTUANCLMNAMHAPHDBI MOAXOA K pa3paboTke NnaHa AMCNaHCcepHOro HabnioeHua 3a pebeHKoM (OpToneA, racTpO3HTEPONOT,
Kapavonor, OKyaucT, Hedponor). Heobxoanmo cBoeBpemMeHHoe NpoBeaeHe peabranTaLyOHHbIX MEPONPUATHIA, KypCOB fe-
uebHOM GU3KYNBTYPbI, Maccaxa, MeTabonnueckoil U NPOTUBOPELIAVBHON Tepani C LieMbio «3aTOPMO3UTb» NPOrpeneHTHoe
TeyeHune HacneACTBEHHOrO 3ab0/eBaHNA COeAUHUTENBHOM TKaHN.

KntoueBble cioBa: cMHAPOM Jnepca-LlaHno, Ancnnasmna Coe AMHUTENbHON TKaHW, AeTK

KOHOAMKT nHTepecoB. ABTOPLI 3aABNAIOT 00 OTCYTCTBUM KOHGAUKTA VIHTEPECOB.
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summary

Relevance: Hereditary connective tissue disorders (HCTDs) are a heterogeneous group of diseases caused by mutations in
the genes of extracellular matrix proteins or proteins involved in connective tissue morphogenesis. Mutations of these genes
lead to the development of many HCTDs. The best known monogenic variants of HCTDs are Marfan syndrome, Ehlers-Danlos
syndrome, and osteogenesis imperfecta. Inheritance is mainly autosomal, dominant or recessive. Although the first signs of
HCTDs develop as early as the first year of life, it takes several years for pediatricians and specialty physicians to make the
diagnosis of connective tissue dysplasia because of a lack of clear methodological approach. The disease is multi-morbid and
may manifest under gastroenterological, cardiological, nephrological, or respiratory masks.

Aim: to present a clinical case of Ehlers-Danlos syndrome with multiorgan digestive, heart, kidneys, and other lesions.
Material and methods: the case history is presented of a 15-year-old boy with Ehlers-Danlos syndrome, classic type.

Discussion: defective collagen increased the connective tissue extensibility affecting function of many body organs and sys-
tems, including gastrointestinal, biliary, and urinary tracts, musculoskeletal and cardiovascular systems. Small developmental

anomalies led to functional (motor) disorders, which contributed to the chronic organic pathology (erosive reflux esophagitis,
gastroduodenitis, cholelithiasis, proctosigmoiditis, chronic pyelonephritis, or chronic sinusitis). Given the multi-organ character
of the lesions, the progredient course of bone and joint changes, and early development of disability, the prognosis for the health

of this child is serious. A multidisciplinary approach is important to plan the follow-up (with orthopedist, gastroenterologist,
cardiologist, ophthalmologist, and nephrologist). Timely rehabilitation, therapeutic physical training courses, massage, meta-
bolic,and anti-relapse treatment are necessary to slow down the progredient course of the hereditary connective tissue disease.

Keywords: Ehlers-Danlos syndrome, connective tissue dysplasia, children
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ITpo6nema Hac/mefyeMbIX HAPYIIEHNUIT COEAMHUTETIb-
noit Tkauu (HHCT) aBisieTcss OgHOI 13 CIOXKHENIIIX
npo6iemM MepuiuHsl [1, 2, 3]. TlonATHe «puCIIasus
coepmuuTenbHOI TKaHM» (JICT) yacTo ucnoab3yercs
kak cuHoHMM HHCT. HacnencTBenHble HapyImeHns
COeVHUTEIbHOI TKAHM — TeTepOreHHasI IPyIIa 3a0ore-

BaHUI1, 06YCTIOB/IEHHBIX My TaLIMsIMI F€HOB 6€/IKOB BHe-
KJIETOYHOTO MaTPMKCA V/IU F'eHOB 6€/IKOB, y4aCTBYIOIINX
B MOp(OreHese COeMHNTENbHOI TKaH!. MyTaIym sTux
reHOB puBOAAT K pasputuio MHornx HHCT. Hanb6onee
M3BeCTHbIe U3 MOHOTeHHbIX BapuantoB HHCT - cun-
apoM Mapdana, cuaapoM depca-Jlanio, HecoBepIieH-



HBIII OCTeoTeHe3 1 Ap. B X 0cHOBe /1eKaT MOHOTEHHbIE
nedeKThl 6eNKOB KCTPALe/UII/LIPHOTO MaTPUKCa, Ha-
crefryeMble, B OCHOBHOM, IT0 @y TOCOMHO-JJOMIHAHTHOMY
WIN Ay TOCOMHO-PEIeCCHBHOMY THUITY. YUNUThIBasA pac-
IIPOCTPAHEHHOCTDb B OpTraHM3Me COeMHUTEIbHOI TKa-
HU, CTAHOBUTCS IIOHATHOI ITOJIMOPTaHHOCTD HOpasKe-
uust npu HHCT [3]. Boromorer A. A. erje B 30x rogax
XX BeKa rOBOPWII O COEAMHNUTEIbHOI TKaHM KaK 0 QU3K-
OJIOTVYECKOJI CHICTeMe U Ha3bIBaJI €€ «KOPHEM Ye/IOBEKa».
[la6anos H.II. cunTaert, 4TO COENMHNUTENbHAS TKAHb
ABJIAETCA «KOHCTUTYLMOHAIbHOM 6a3011» OpraHmsMma,
a ICT, ucnonb3ys tepmunonoruto Macnosa M. C., sB-
JIIOTCA «aHOMAJIMeit KOHCTUTYLMM» [3].
Juaraoctuka HHCT ocHoBaHa Ha aHanuse pe-
3yJIbTATOB KIMHMYECKOTO (BHEIIHNME U BUCLiepab-
Hble TIPU3HAKN), TeHea/IOTNYeCcKoro (IIOATBep>KaeHe
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HacneacTBeHHON npuponst JJCT), naboparopHo-
MHCTPYMEHTAIbHOTO (OIpefie/ieHlie KOMIIOHEHTOB
OCHOBHOTO BEIIECTBA COETMHUTENBHON TKAHY — TTIUKO-
3aMMHOITIMKAHbI, GUOPUIIVNH 1 [p.) ¥ MOJIEKY/LIPHO-
reHeTUYecKoro obcmemoBanusa. [eHeTudecKme
o6crefoBaHNs He BCETa MPOBOJATCSA M3-3a X [1O-
porosusnsl [1]. Xors npusnaku HHCT BbLABIAIOTCS
y>Ke Ha IepBOM IOy )KI3HU, Ha TIOCTAHOBKY INarHO-
32 yXO[JUT HECKO/IBKO JIET M3-32 OTCYTCTBUA YETKUX
METOOIOTUYECKUX MOAX0m0B K auarHoctuke [JCT
KakK y HeJ1aTpoB, TaK I ¥ «y3KUX» CIELMaIUCTOB [2].
Iuarnoctuka cunppoma Inepca — [Tanno (CI]]) ocHo-
BaHa Ha Bunbdpanmcknx kputepusx (Beighton et al.,
1998). B HuUX BbIfIe/IEHbI IIECTh TUIIOB: KIACCUYECKUIT,
TUIIEPMOOMIBHBIN, COCYAUCTDIN, KUPOCKONMNOTIYE-
CKWUIT, apTpoXxanasus, fepmarocnapakcuc (tabm. 1) [1].

BonbLune Kputepumn

Manble Kputepuu

Knaccuyeckuii Tun

1.IToBbIIIeHHAS PACTAKUMOCTD KOXKIL.
2.IlInpokue arpodudeckue pyoisr
3.T'unepMo6MIBHOCTD CyCTaBOB.

T'napgxast, 6apxaTucras KOKa.

MONIIOCKOMAHBIE IICEBLOOIIY XN

ITopxoxxHbIe cheprdecKye 06pasoBaHMA.

OcnoXXHeHM sl TUTIEPMOOIBHOCTIL CYCTaBOB (pacTsDKeHMe CycTaBa,
BBIBUXY U TIOJBBIBYXM, I/IOCKOCTOIINE)

MplieyHast TUIIOTOHNS, 3a/iePXKKa Pa3BUTVISI MOTOPUKIL.

Yurn6s! 1 KpOBOMOLTEKN IIPU HE3HAYUTENbHBIX y/apax.

Borpa)keHHbIe IPOABICHN A PACTAKMMOCTH U C1abOCTM TKaHell (rppika

[UIeBOJHOTO OTBEPCTH A, aHAIBHBIN IIPOJIATIC B IETCKOM BO3PacTe,
IiepBUKaTbHAA HE[JOCTATOYHOCTD).

Xupyprudeckye oClIoKHeHM A (TOCIeonepaioHHbIe TPBIXK )
Hajyrane aHaIOrMYHbIX 3a00/I€BaHMIT B CEMbe

I'Mnepmo6unbHbIN TN

KO)KHbIe IIaTOJIOTUYECKIe HpOHBHeHI/Iﬂ
(rumeppacTsHXMMOCTD ¥/ VTN T/IAfKasd,
6apxaTucTasi KoXKa).
TeHepann30BaHHAA TUIIEPMOOUTBHOCTD
CyCTaBOB

PenupuBupyiomiye cMeljeHns (MOABHIBUXM) CYCTaBOB.
Xponngeckue 6011 B cycTaBax / KOHEUHOCTAX
Hanuune aHamormaHbIx 3a607€eBaHNIT B CEMbe

CocyancTbin TN

1.ToHKas, IpOCBeYMBAOIIAA KOXA.
2.AprepuanbHas/

MHTEeCTUHATbHAA/ MATOUHAA CTabOCTD MK
pasphIBbI.

3. O6uIMpHbBIe KPOBOTIOATEKM 1 TIOBBIIIEH-
Has paHUMOCTbD.

4. XapaKTepHbIii BHEIUHUI BUJ| TN1IA

Axporepus.

I'epMO6MIBHOCTD Ma/TbIX CYCTaBOB.

PaspeIB CyX0)KMINIt ¥ MBILILI.

OkBMHOBapycHas AedopManms CTOIbI (KOCOMAIOCTD).
BapuxosHble BeHbI B IOHOLIECKOM BO3pacTe.

ApTeproBeHO3HasA KaPOTU/JHO-KaBePHO3HAA QUCTYIA.
ITHeBMOTOpaKC/TTHEBMOTEMOTOPAKC.

Hepopassutue gecHbl.

Hannune anamornmyubIx 3a6OHeBaHI/Iﬁ B C€EMDbE, BHE3AIIHAA CMEPTH
6/IM3KUX POSCTBEHHIKOB.

Kudockonuotuyeckuii Tun

1. leHepann3oBaHHAA TUIIEPMOOUTBHOCTD
CyCTaBOB.

2.Tsaxenas MplIIeYHa A

TUIIOTOHMA C POXX[EHUA

3. BpoxXieHHbIIT CKONNO3, IPOrPecCupyio-
mlee TeueHme.

4. CmabocTb CKJIep U pasphIB ITa3HOTO
sA6/10Ka.

PaHMMOCTD KOXM, aTpoduyeckne pyOIbl.
CK/IOHHOCTD K reMaToMaM

PaspriB apTepnii.

MapdaHougHasi BHEIIHOCTb.

VMeHblIeHNE Pa3MepPOB POTOBUI{bI

Papmonorndecky 3Ha4MMOe HapyllleHe OCTeOreHesa.
CeMeiTHbII aHAMHe3, HalpuMep, 60/1e3Hb CuOCOB.

ApTpoxana3us

1. Taxenas reHepanu3oBaHHAsA TUIIEPMO-
6MITBHOCTD CYCTABOB C PelVAMBUPYIOIUMI
IIOABbIBUXAMU.

2. Bpoxx/ienHoe IByCTOpOHHEE CMelLeHIe
Ta300e/JpeHHOrO0 CyCcTaBa.

HOBI)II_HEHHB.H paCTﬂ)KI/[MOCTb KOXMH.

PaHMMOCTD KOXI, aTpodudecKie pyOIbl.

Jlerko BO3HMKAIOL[/€ TeMAaTOMBI

MI)IU_[e“IHaH TUIIOTOHU A.

Kndockonmnos

Jlerkuit ocTeonopos (paguonornieckoe uccaefoBaHme)

}J,epmaTocnapaKcuc— HeoCTaTO4YHaA aKTUBHOCTb NMpoKolareH-nenTuaasbl

1. Taxenas dopma cmabocTu KOXN.
IIpoBucaromas, M3NUIIHAL KOXKa.

Msrkas, ppIX/Ias TEKCTYPa KOXIMU.

Jlerko BO3HMKAIOL[/€ TeMaTOMBI
ITpesxieBpeMeHHBIIT Pa3pbIB IIOJHBIX 000T0YeK.
Bonbiune rppiku (IIyIIOBMHHbIE, IIAXOBLIE).

Ta6bmumna 1.
Knaccuduxanus runos
Onepca-lanno

Table 1.

Classification of Ehlers-Danlos

syndrome types
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Ta6nuua 2.
HaTOHOrI/IquKI/le COCTOAHUA
OpraHOB H]/[HIeBaPCHMﬂ B 3a-
BUCHMOCTH OT BO3pacTa

Table 2.
Age-dependent digestive
organs pathology
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ITo manubiM Malfait ¢ coaBrt., ¢ 1998 ropma 61 K-
arHOCTMPOBAHBI HOBBIE TeHeTIueckue moaTuirs COJ]
u B 2017 roay 6bl1a mepecMOTpeHa KnaccuuKanms
CO1 n ontucansl 13 penorunos CI]I, nobasneHsr: HO-
BBl IO TUII K/IACCUYECKOTO, CEpeYHO-K/IallaHHbIII,
CUHZIPOM XPYIIKOJI pOTOBMIIBI, CHOHAVIIOAUCIIIACTH-
YeCKNII, MBIIIEYHO-KOHTPAaKTyPHBIi, MUOTATHNYe-
CKMIT, TApOJXOHTANbHBII. [MIIepMOOMIbHBII 1 KiIac-
CUYEeCKUIT TUIIBI cOCTaBAlT 90% cnydae CI]I [4, 5]

[Monnoprannocts nopakenna npu HHCT aukryer
Heob6XOAMMOCTb MY/IbTUAUCIUIINHAPHOTO IOAXO0/a
npu Begenun naguentos ¢ HHCT [12]. K ogHolt
u3 ocHOBHBIX Hpobem fereit c HHCT otHOCUTCS
6071eBOI CUHAPOM, NIPUYMHAMYU KOTOPOTO MOTYT
OBITh TUIEPMOOMIBHOCTD CYCTaBOB, IOJBBIBUXY
U BBIBMXM GOJIBIINX U MAajIBIX CYCTaBOB, TPaBMbI
MATKMX TKaHeit 1 6011 B MBIIII[AX, @ TAK)Ke [Ipe/ie-
CTBYIOI[ee XMpyprudeckoe BMemaTenbctso. Hepenko
6071b cTaHOBUTCS XpoHNYeckoii [10]. Tepamns HHCT,
IIOMJMO CUMIITOMATH9eCKOI, PU3NOTEPATINI FOMXK-
Ha BKJIIOYaTb MOZOOp BUTAaMUHO-MUHEPATbHBIX
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KOMIIIEKCOB (aCKOpPOMHOBasl KMCIOTA, KaAbIINIL,
¢dbocdop, marunii, xeneso, LUHK, CeJIEH U Ap.) A/
HOpMajn3anum Metabonu3Ma OCHOBHOTO BEIeCTBO
coeMHNUTENbHOM TKaHM [1]. OnTrMmsanus kayecTsa
JKM3HU, CBsI3aHHOTO co 3g0poBbeM (Health-related
quality of life, HRQOL), Bce yale IOHMMAeTCs Kak
1[e/Ib 37IPaBOOXPAaHEHMs, C BaXKHBIMI OCHOBHBIMU
¢dakTopaMi, BKIOYas OTCYTCTBYE 60N, TOBBIIICH-
HOJl YTOMJIAEMOCTH) U HOpMajausanus cHa [2]. B ka-
YeCTBE KIMHNYECKOTO IPYMepa IPUBOUM UCTOPUIO
6onesun pebenxa 15 ner.

Pe6énok Makcum C., 15 et HaXO[UICS Ha TacTpo-
9HTEPOJIOTNYECKOM 00CIeJOBAHNY B CTallMOHApE
nueBHoro npe6siBanus JTKB um. 3. A. bautsesoit
(uronp 2016 1).

IIpy MOCTYI/IEHNN MaIbYUK [IPEeABABIN CIIERY-
IOl Ve XKA/IOObL: OTPBIXKKA TOPEUbIo, 60N B )KMBOTE
HATOLIAK, XUKIIL CTY/ 6€3 IIaTONMOrM4eCcKIX Ipume-
ceil 10 6 pa3 B IeHb, METEOPU3M, SMM30/[bl IHKOIIPE3a,
HOCOBbIe KpOBOTeYeHNUs1, 60/nn B CIIMHe. AHaMHe3
3ab0meBaHMs IPefICTaBIeH B TabI. 2.

Bospact

MaTonornyeckne coCToAHNA N MefULMHCKNE BMeLLATeNbCTBa

o 1 ropma

chHKLU/[OHa)'IbeIe HapymEeHNA J)KEMYTOIHO-KMIIEIHOTIO TPaKTa (CK]'IOHHOCTI) K Jmapee); I1aXoBas IpbiKa

1rop I'ppxeceuenne

C 2x net M
TEeHHO U

HPI/ICTYHI)I MHTEHCUBHBIX 60JIeN B JKMBOTE, 4Yallle I10CI€ €bl, OTPbI)KKA BO3AYXOM, PETr'yprutanmsa cbe-

6 et

JKemunokamenHas 6omesup (OKKB) Ha oHe aHOMA/INY CTPOEHM S XKETYHOTO My3bIpsi. XpOHUYeCKIIT

racTponyosieHnT. CUHIPOM pasjipa>keHHO KMIIKI.

6,5 et

DHKoOIIpes U 3Hype3 (paclieHeHO KaK HeBPO30MoA0OHoe 3a60/ieBaHue); IsIMOIN03

KKB, 6oneBas popma. (puc. 1)
7 ner
Hble M3BMEHEH A OJKeNTyJOIHO XKele3bl.

Tactpoasodareanpubiit pedmokc. [mmepcekpens xenygka. [lyofeHo-racTpanbHelit pedaiokc. PeakTns-

IIpoBepena mamapockonnyeckas xoneructakromus (X3). ITocme XD 601 B )XUBOTE CTaIN MeHee
MHTEHCHBHBIM, IPY TIOTPEIIHOCTAX B ueTe 6€CIIOKOMIN B3y TUe )KMBOTA, 60N B )KMBOTE, COXPAH -
Cs1 pasXIDKEHHBIN CTYI 10 2-3 pas B [ieHb 6e3 IIaTONMOrM4eCcKIX MpuMeceit, HeprogNIecKy CO CIU3bIO0,

C ynydlIeHeM XapakTepa cTyna Ha GpoHe npuemMa GpepMeHTOB.

Tactpoasodareansuas pedpnokcHas 6omesus (IOPB). [uctanbHblil pedIOKCHBIN 930 aruT 3 CTEIeH.

12 net

AHTpaNbHBIN 0YaTOBBIN FaCTPUT, AYOAEHNUT. BTopryuHbIle M3MeHeHN s IO/ >KeTyOIHOI >Keme3bl. Manas

aHomanus#A passurus cepana (MAPC). PeakTuBHas apTponaTus.
KoHCynbTUpPOBaH reHeTUKOM — CMHApoM Jnnepca-Jlanmoca.

I'9PB, apo3uBHbIiT pedmiokc-330darnt. XpoHNIeCKuii racTPUT, He aCCOLMMPOBAHHBIN C XeMMKobaKTe-

13 et

pom, ob6ocTpenne. XpoHMYECKIiT IyOIeHNT, o6ocTpenne. [luckmHesns 12 nepcTHOI KMIIKM. Bropnyunsie

U3MeHeHM s IIOJKeTY[OUHON JKete3bl. XpOHMYECKUIT KOMUT (IPOKTOCUTMOMANT). DHKOIIPes.
Kanprporektus Kana — 2134 MKr/r (Hopma MeHee 50 MKI/T) 6oree 42 HOpM

I'SPB, apo3uBHblit pedrokc-930darnt. [0 30HbI KapA10930QaraTbHOro nepexona. AKCuaabHasz
XmaTanbHas rpbKa 1 ct. (puc. 2.). XpoHMYeCKuit TaCTPUT, He aCCOLMMPOBAHHBII C XeTMKOOaKTepOM,

14 net

obocrpenne. XpoHUYeCKMit AyoeHNT, oboctpenne. luckunesns 12I1K. PeakTuBHBI naHKpeaTut. Xpo-

HUYeCKUI KOMUT (IPOKTOCUTMOUANUT). DHKOIIpe3.

KaﬂprOTeKTI/IH Kaja B IpefiejiaX HOPMBbI.

VI3 anamHe3a >XU3HM U3BECTHO, YTO pe6eH01< oT 3
6epemennocTy (1- 6epeMeHHOCTD — cecTpa 19 stet, 60/1b-
Ha JIIITI, 2 6epeMeHHOCTH — BBIKMJBIII ), IPOTEKABILEN
C yrpo30¥i IpephIBaHMA Ha IPOTKEHNUM BCeil bepe-
MeHHOCTH, B 20 HeJl ObI/I HaJIO>KEHBI IIBBI HA LIEVKY
MaTKM (MCTMMKO-1IePBYUKa/IbHaA HEJOCTAaTOYHOCTD), OT
2 omepaTUBHBIX POAOB, Ipu poxxaeHnn 3300 r/53 cum.
Ouenka 1o mkane Anrap 8/8 6aios. VickyccTBeHHOE
BCKapM/IMBaHMe C POXXIeHNsA. B epros HOBOpOXXIeH-
HOCTM OTMEYa/IoCh JJIUTETbHOE MOKHYTHE ITyIIKa.

B panneMm Bo3pacte uacteie OPBVI, ranmopu-
THI Ha (POHE UCKPUBJIEHN A HOCOBOII IIEPETOPONKH,
B 6 JIeT - [UArHOCTUPOBAH PaHHUIA IEPUOJ, IEPBUYHOIA

Ty6epKynesHoit nudexunnu (PIIIITH), B 11 neT mepe-
HeC BETPAHYIO OCIIY.

Y manbyuka BbISIBJIEHA INIEBasA ajIepPrus Ha I10-
MUJOPBL, HUTPYCOBbIE, Ha KOPOBbE MOTOKO ITAKETUPO-
BaHHOE — XMUJIKUIA CTYIL.

Hab6miofieHne crennanicToB: TaCTPOIHTEPOIIOT,
opToIle/, — MaTONOTUYECKMe M3MEHEHUA KOCTHO-
MBIIIEYHOI! CHCTEMBI IIPefiCTaB/IeHbl B TAOM. 3.; Kap-
I1osIor — Tab1. 4.; HepposIoT, yposor — Tabi. 5, puc. 4.;
HEBPOJIOT — HeBPO3OIMOO0HBIN CUH/IPOM B 6,5 /€T,
BereTaTuMBHAA JUCTOHMA B 12 j1€T; OTONApUHIO-
JIOT — KMCTA BEpXHeil 4e0CTH C/IeBa, 11 et — uckpu-
BJ/I€HII€ HOCOBOII TIEPeropojiKN, YacThle CMHYCUTHI;
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Pucynox 1.
/0172008 V3-KapTuHa )XeTIHOTo
LE 22 ny3pipsa. KoHTYypBI yeTkme.
rS-.8.0 CreHKa XeJTYHOTO Hy3])IPH He
90Mz YIIOTHEHA, CIOUCTas, YTO-
L 14 meHa mo 0,2 cMm. B monmoctu

JKETIHOTO ITy3bIPs COXPaH-
€TCsl KOHKPEMEHT pasMepaMu
1,0-0,6-0,3 cM (110 cpaBHEHMUO
C IpeIbIY LM VCCIEf0-
BaHUeM 2 MecsIa Ha3af)
He3HAYNTETbHO YBeININ/ICH

B pa3Mepax I10 AJTMHHUKY

Ha 0,15-0,2 cm). InameTp
06111er0 >KeTIHOTO MPOTOKA

1o 0,3 cm.

Figure 1.

Gallbladder ultrasound. The
contours are clear. The gall-
bladder wall is non-condensed,
layered, thickened up to 0.2
cm. A 1.0-0.6-0.3 cm concre-
tion is noted in the gallbladder
cavity (slightly increased in
size by 0.15-0.2 cm compared
to the previous examination

2 months ago). The common
bile duct is up to 0.3 cm in

10.0mn

diameter.
Lnadparma 4= lMunweson
Xenynok Pucynoxk 2.
PacrionoxeHne sxenynka
4 MpY IPBIXKeE MHUIIEBOJHOTO
\ oTBepcTuA Auadparmel (xma-
. TaIbHOI)
Figure 2.
The stomach location relative
_— to the hiatal hernia
HOpMaJ'IbeIVI CKOJ'Ib3ﬂLL|,aF| XunaTtasbHaA
NULLEBOS U KeNyAoK rpbiXa (akcmanbHas)

Pucynox 3.
/_\- /_\. l'eneanormueckoe gpeso.
b /' \ /! ICT - gucnnasus coegu-

HUTeNbHOI TKaHu. FOPA —

ApTput I0BEHM/IbHBII PEBMATOM/HbIi
apTpUT.

Inepco-

noao6Hbli Figure 3.

BapUaHT Genealogical tree. CTD, con-
MapdaHo- AT \ / nective tissue dysplasia. JRA,
nofo6HbIi juvenile rheumatoid arthritis.
BapUaHT
NCT, aptpo3

A CMHgpom
au Inepca- tOPA
n [Nlanno
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Ta6numna 3.

ITaTonornyeckue n3aMeHeHU st
KOCTHO-MBILIIEYHOI CUCTEMBI

B 3aBUCUMOCTHI OT BO3pacTa

Table 3.

Age-dependent musculoskele-

tal system pathology

Ta6numna 4.
ITatonmoruyeckue n3ameHe-
HUS CEPAEYHO-COCYUCTOM
CUCTEMBI

Table 4.
Cardiovascular pathology

Tabnumna 5.

ITaTonornyeckue n3MeHeHU A

MO‘IeBbIBOI[i{LL[eﬁ[ CHUCTEMBI

Table 5.
Urinary system pathology

Pucynox 4.
HBYCTOPOHHHH KaJINKO3K-
TasmuAa

Figure 4.
Bilateral calicectasis
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BOBpaCT MaTonornyeckune cocToAHNA

1 ron Bsanmas ocanka

7 ner OG6MeHHas ocTeonaryus IMATOYHBIX KOCTel

10 et ApTponarus KOJeHHBIX CycTaBOB. [IBycTopoHHsis 6omesub Ocrypa-Illnsarrepa (0cTeoOXOHApOIATIS
6yrpucrocTu 601biIe6eproBoit KocTi). [I10CKO-BaIbIyCHbBIE CTOIBI

11 ner VIckpuBIeHME HOCOBOI MEPETOPOJIKI.

12 et TOBeHMIbHBIN XPOHMYECKUIT APTPUT
HavanpHasA cTafysA 1€BOCTOPOHHETO CKOINO3a MOACHUYHOTO OTAEA.

12,5 ner Muenopucnnasus NOACHUIHOTO OT/e/la IO3BOHOYHMKA. PeakTUBHAs apTponaTus Ha poHe AUCIIIa3uu
COeqMHUTENbHON TKaHU, 0OMEHHBIX HapyIIeHuIt.

Ouctmactudeckuit cuugpoM. Cra6ocTb MbILIL] CIMHBL U XUBOTA. [MII€PMOOUIBHOCTD CYCTABOB.

13 net ITnocko-BanbrycHble CTOINbI. [IByCTOPOHHMIT KOKCapTpo3. HayasbHble MPU3HAKY IBYCTOPOHHETO Ca-
kpounenta. Hesapamenne gysxex S1- S3. MP-npusHaku cKonmoTnyeckoit gepopMaliuu mo3sBOHOYHMKA,
MIHUMAJIbHO BbIPa)KEHHOII flereHepaTUBHOI 60/1e3HN I03BOHOYHIKA.

OCTe0XOH/IPO3 MOSICHIYHO-KPECTIIOBOTO OT/e/Ia I03BOHOYHIKA, KOPEIIKOBBI CUHApoM. Hectabuib-

14 ner HOCTb Ta30BOTO Ko/blia. Spina bifida S1-S3.

PexoMeH;0BaHO 0(OpMIIeHMEe MHBAIUFHOCTY, Ha[JOMHOE 00y YeHe.

Bospact  [laTtonoruyeckue nsmeHeHus

5 et IIMK, MMKCOMaTO3 CTBOPOK MUTPAJIbHOTO K/IallaHA — HE)KHbIE BereTaluy 10 KpasAM CTBOPOK KJ/IallaHa

10 et JucdyHKIMA MUTPAIbHOTO M TPUKYCINUAA/IBHOTO KaanaHa. [Ipomanc murpansaoro knanasa (IIMK).
JlononHuTeIBHBIE XOP/BI JIEBOTO XKenypouka (JIXJDK).

12 ner ITponamnc TpUKYCHUAANIBHOTO KIalaHa 1 creneHn ¢ Gpuanonorndeckoit perypruranueii 1 crernenn. Ipo-
JIaIIC MUTPAJIBHOTO K/IallaHa 1 cTeleHu.

BOSpaCT MaTonornyeckne nsmeHeHusa

6,5 et OHypes, MUKPOTeMaTypus

10 et HeitporeHHas guchyHKIMA MOYEBOTO My3bIps. [IHeBHOI 9HYpe3. Y3-Ipu3HaKM yABOEHN A YallIeqHO-
JIOXaHOYHOJ CUCTEMBI C/ieBa. JIByCTOPOHHAA KaTMKO3KTa3M .

XpoHMYeCKUIT BTOPUYHBII 1eI0OHeDPUT, TATEHTHOE TedeHNe, Ha GOHe aHOMAJIVI Pa3BUTISI MOYEBOII

12 net CHICTEMBI: HEITOJTHOE y/IBOEHIE JIEBOIT IIOYKM, IIMeT09KTa3N A mpaBoit mouku. HeltporenHas guchyHKms

MOYeBOTO Iy3bIpsA, 9Hypes. JucMerabonndeckas HeppomaTusa (OKCaaypus).

OKYIUCT — 12 j1eT — criasM aKKOMOJaL MM, AaHTMOTIATU S
COCYJIOB CeT4aTKu, 13 et — Muonus c1abo0i1 cTeneHn.

l'eHeanormyeckuit aHaMHe3 IpeCTaB/IeH Ha puc. 3.

Ocmortpen reHerukoM (YIKB Ilepporo MIMY
uM. VI. M. CeueHnoBa) B Bo3pacTte 12 jieT: Ha OCHOBa-
HIY JAHHBIX OCMOTPA, BBISIBIEHHBIX 0COOEHHOCTEI
deHoTUIA, JAHHBIX 00C/IE[OBAHNUS Y MAaTbINKa BbI-
SIBJICHO HAC/Ie[ICTBEHHO OOYCIOB/IEHHOE HapyIIeHe
oOMeHa COeJMHUTENbHOM TKAHNU — CUHAPOM JUC-
MI7Ia3UY COeAMHNTENbHOM TKaHu. Cungpom dmepca-
Haumoca.

3aknwouyenne regernka (JKB Ne 13): Cungpom
Onepca-Jlanno — HaclneACTBeHHOe 3aboeBaHe
C ayTOCOMHO-ZIOMUHAHTHBIM TUIIOM Iepefadn.

&m 110

Fasy
ria

™
uM 4.0

PexoMeHI0BaHO:

1. HabniofieHne OKynmucTa, opromnesa, HEBpOIora, ra-
CTPO9HTEPOsIOTa, He(POJIOTa, Kap/uoIora;

2. Metabonudeckas Tepanya: KAPHUTUH+KY/IeCaH
B BO3PACTHBIX JJO3MPOBKax 2 Mec, fganee 10 fuen
Ka>X/JOTO Mecs1a (HellpepbIBHO);

3. eXeTo[|HbIil 0OCMOTP;

4. TsDKenble GpU3NMYECKIe HATPY3KY IPOTUBOIIOKA-
3aHbI;

5. IPOTUBOIIOKA3aHBI YIIpa)KHEHM C Ilepepasruba-
HUEM IIen.

ITpu mocTyIIeHUM B CTallMIOHAP JIHEBHOTO NpeObI-
BaHIS B Bo3pacTe 15 JIeT cocTossHMe pebeHKa paclie-
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HEHO KakK yI[OB}IeTBOpI/ITe}IbHOe. AHHeTI/IT Xopomm?[.
Koka 671egHO-po30Basi, Ha INLie, IPYAU, KOHETHOCTIX

MHO>KeCTBEHHbIE MeJIKVe IMI'MEHTHbIE IATHA «Bec-
HYIIKI» (pUC. 5.), KOKa yMepeHHO B/Ia)KHasI, yMEPEHHO
pactshxkmMas. Obpantaer Ha ce6s BHUMAHIe IUIIEPMO-
6MIbHOCTH CycTaBoB (piuc. 6.).

HocoBoe fipixaHne He 3aTpy/jHEHO, BUAMMOTO OT-
[Ie/IIEMOT0 HeT. 3B CIIOKOVHbIN. [IbIXaHMe B TETKMX
BE3MKY/IAPHOE, XPUIIOB HeT. TOHBI ceppilla TPOMKIE,
PUTMMYHDBIE, CUCTONNYECKNII IIYyM Ha BepXyIl-
ke. JKuBoT He B3JyT, MATKUIL, JOCTYIIEH IT1y6OKOI
manbHanyy BO BCEX OTHeNaX, 60/Ie3HeHHDI B 9N~
racTpum u OKOHOHyHOqHOﬂ OéHaCTI/I, CUMIITOMOB
pasppakeHus OprouinHbl Het. [ledeHb+1+0,5+8/3, 6€3-
60/1e3HeHHAs MATKO-9/aCTIYeCKO KOHCUCTEHI[UIL.
Cryn >XnpKuii, c HerepeBapeHHBIMY OCTaTKaMU 10 6
pas B feHb. Mouencnyckanye cBobogHoe, 6e360e3-
HerHoe. CuMnTom [lacTepHaIIKOTO OTPMUIIATEIBHBIN
C IBYX CTOpPOH.

CoracHO TaHHBIM IIPOBEAEHHOr0 00C/IeTOBAHNUSA
aHa/IM3 KPOBY OO, aHA/IN3 KPOBY OMOXMMUIECK I
(AJIT, ACT, 6unupy6uns oOuuii, IpsMOii, HaHKpea-
THYeCKas aMIIa3a, TII0K03a, MOYEBIHA, KPeaTVHIH)
B IIpefie/IaXx HOPMbI, aHA/IN3 MO4M 06INIT — CIefoBas
IPOTENHYPISL, KOIPOrpaMma — 6e3 IPI3HAKOB BOCIIa-
TIeHM S, YMepeHHasl aMUIopes, aHa/IN3 Kajla Ha aHTUTeH
H. Pylori orpunarennsusiit. IIpoBefieHa KOHTPOIbHAS
OI'ZIC - BesiB/IeHBI pedpmiokc-330¢arnt 3 crenenn, He-
JTOCTATOYHOCTD KapAMM AHTPaIbHbII racTput (6e3 oT-
punatenbHoit fuHaMuKn). ITo ganubiM Y3V opranos

3aKknwuyeHune

JlaHHBIN KIMHUYECKNII IpUMep IeMOHCTPUPYET
CIIO’KHOCTD AMATHOCTUKYU CHMHApOoMa dnepca-Jlanio,
TIOIMOPTAaHHOCTD IIOPAKEHN A IPU HACTeJCTBEHHOM
Hapymenuu coeguauTenbuo tkanu (HHCT) - cun-

OPIOIIHON TTOJIOCTY — HXOIPU3HAKY (KOCBEHHBIE) TACT-
ponyonenuta, fudQysHbIX M3MEeHEHWIT TTOIXKeNyT0d-
HOJI ernessl (6€3 OTpULaTeIbHON JHAMUKMA).
OKOHYAaTe/TbHbII AMarHO3 CPOPMYIUPOBAH
Ocnosnoi: Q79.6 Cuappom Inepca-Jlano, kmac-
CUYECKUI O THUII.
ConyTCTBYIOIIMIL:

1. TacTpoasodareanpHas pednokcHas 60/me3Hb.
Dpo3uBHBII 930¢arut 3 creneHn. XpoOHMYECKI
ractpogyoneHut, HP-HeraruBHbIiT, 060CTpeHne.
XpOoHUYeCcKMit KOMUT (IIPOKTOCUTMOUJIUT).

2. I[Iponamnc TpuKycnupaabHOro KiamnaHa 1 creme-
HI ¢ GU3NOTOTNYeCKOll perypruranuei 1 creme-
Hu. [Iponanc MuTpanbHOro KiamnaHa 1 cTeneHn.
Bererococyaucras guctonus

3. AHOManuy pasBUTUA MOYEBOJ CHICTEMbI: HEIIOTTHOE
YABOEHME IEBOJ MOYKM, NMEI03KTA3NSA NIPABOI
MOYKM. XPOHUYECKMIT BTOPUYHBII MUeTOHePPUT,
JTATEHTHOE TeUeHMe.

4. VIckpuB/IeH1E HOCOBOI IEPETOPOIKIA
OcnoxxHeHne:

1. OHkompes.

2. Heitporennasa gucyHKILMA MOYEBOTO Hy3bIPH.
OHypes.

3. JIBycTOpOHHUIT KOKCapTpOo3. JIByCTOPOHHMII CaKpo-
uneut. OCTEOXOH/[PO3 MOACHUYHO-KPECTII0BOTO
OT/le/Nla TO3BOHOYHNMKA, KOPEUKOBDIN CMHIPOM.
HecrabuibHoCTb Ta30BOTo Koybla. Spina bifida S1-S3.

4. Myonus cmaboif cTereHn.

npome Idnepca-Janio, K1acCuIecKuit oA TUIL.
JedeKTHBII KOJIareH YBeMMYUII PaCTIXKU-

MOCTbH COCJII/IHV[Te}IbHOI?'I TKaHU, 9TO OTPa3mIoCh

Ha QYHKIIOHMPOBAHNY MHOTUX OPIaHOB I CHCTEM:

Pucynox 5.
IIurmeHTHBIE MATHA Ha KOXe
MaMBbl I MaTb4MKa

Figure 5.

Pigmented spots on the skin of
the mother and the boy

Pucynox 6.
T1nepMo6MIBHOCTD CYCTaBOB

Figure 6.
Joint hypermobility
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JKeTYJOYHO-KUIIEYHOTO TPAKTA U YKeTIeBbIBOAAIINX
ITyTell, OIOPHO-/IBUTAaTe/TbHOTO ATIIapaTa, MOUeBbIBOA-
1Iell, Cep/IeYHO-COCYAMCTOM cucTeM. Majible aHOManm
PasBUTHA IpUBENN K QyHKIMOHATBHBIM (MOTOPHBIM)
HapyILIEeHISIM, KOTOpbIe, B CBOIO OUepefb, CIOCOOCTBO-
Ba/IM PAa3BUTUIO OPTaHNYECKOI IIATOTIOT MY (9PO3VBHBII
pedmokc-a30darut, ractpogyonenut, JKKB, mpoxrocur-
MOUJIUT, XPOHUYECKIIT MMeTTOHePPUT, XPOHMYECKIIT
CUHYCHT), XapaKTePU3YIOIecs XPOHNYECKIM TeYCHIEM.

YuuTbIBasA MNOMMOPTaHHOCTD MOPAKEeHMU A, IIPOrpe-
IMEHTHOE TeueHVe KOCTHO-CYCTaBHBIX M3MEHEeHNI],
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